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MEPEAMOBA

BBaxaemo 3a gomisibHe BU3HATH, IO OINTHMi3allisd opramisairii
OXOPOHM 3[0POB’A Ta MiABUINIEHHS AKOCTI HAJAHHI MeIUYHUX IIOCJYT
€ aKTyaJIbHOI0O IIPo0JIeMOI0 y BChOMY CBiTi, 30KpeMa B Ykpaimi. Ile
00yMOBJIEHO THM, IO icHye 0e3iiu iH(peKI[inHMX Ta HeiHpeKIInHmX
3aXBOPIOBaHb JIOJel, K1 MaloTh Pi3HOMAaHITHI €TiOJIOTiuH1 BUTOKU.
Cepen nux HAMOLJBIIT BArOMUX IMIPUUMHHUX (PAKTOPIB CJIiJ 3a3HAUUTH
— TMOPYIIeHHA TeHEeTUUYHUX CTPYKTYpP, IO IIPU3BOJie MO0 II0ABU
IIATOJIOTIYHNX CTaHiB He TLJIbKM Yy KOHKPETHOI ocoOMm, a TaKoK y Ii
HamtaakiB. Ilismkom JoriuHo, 110 OyJjia CTBOpPEeHa HOBa rajy3b HayKU
Ta NPaKTUYHOI MiAJBHOCTI — MeAnuUYHAa reHeTHKa, MeTa SIKOl II0oJIsrae
B BCTAHOBJIEHHI AiarHO3y, IIPOTHO3Y, IIOAAJBIINOI TaKTUKN BeIeHHSA
XBOPOT'0, BUBHAUEHHS PU3SUKY OJA YJIEHIiB POAUHU.

B w~omorpadgii momano, meTaJbHO OXapaKTEepUM30BaHO Ta
¢dopmasiizoBaHO iCHYIOUY CHCTeMy KJacu@ikalii coagKoBUX
3aXBOPIOBAHbL 13 OIIMCOM KJIHIUHNX XapaKTePUCTUK HaMOiJIbII
IIOIIINPEHO1 IIaToJOoTil.

3acBigummo, 110 crenu@ika conagKoBUX XBOPOO IIOJIATaE y TOMY,
IIT0 BOHU MOJKYTh KJIIHIiYHO IPOABJIATU cebe y pisHiI BiKoBi mepiomu
KUTTENIAIBHOCTI  JIIOAUHN, XapaKTepu3yIOThCA IIPOTPeCcyouuM
rnmepebirom i3 (GopMyBaHHAM TSAMKKHX COMATUUYHMUX Ta IICUXIUHUX
yCcKJIagHeHb 1, 3a3Buuaii, 3aBepIIyIOTbCSA I1HBaJigHICTIO Ta
nepenuacHoo cMmeptio. Ilpum mbomy, Aas OLABIIIOCTI IIMX XBOPOO
BiJICyTHi ITaTOreHeTUYHO OOI'PYHTOBAHI METOAU JiKyBaHHS, MOKJIBA
JUIlle KOPEeKIlid CHUMIITOMIB Ta coIijiaadbHa aganrtamisg. HosiTHi
IOCATHEHHS HayKM, TaKl AK T'eHHa Tepallid 3 pemaryBaHHAM TIeHa,
CIPAMOBaHI Ha e(deKTuBHEe JiKyBaHHSI INeHETUUYHHX XBOPOO, aJje IIi
TEeXHOJIOTil 3HAXOAATHCA IITe Ha CTamil eKCIepUuMeHTAJIbHUX PO3POOOK
i moTpedyIoTh MOAAJBIIIOT0 CYTTEBOTO I CUCTEMHOTO YAOCKOHAJIEHHS.

IlieBuii  HaJIeXKHUNM  CYIPOBiA  XBOPUX i3  CIAIKOBUMU
3aXBOPIOBAHHAMU — IIPEeBEeHTUBHUI, AiarHOCTUUYHUI, TepalleBTUUYHIN
Ta peabOigiTamiiHuMii  3OiACHIOIOTHL JiKapi MeIuKO-TeHeTHUUYHUX
KOHCYJbTalliti. B ymoBax cmemiaJjiisoBaHOl JOIIOMOTI'HW, IPHU HAABHOCTI
Cy4yacHMX METOMiB JOCJIIIJKeHHs 3 3aJIlyUeHHAM CiMeliHOro aHaMHe3y,
omiHIi QeHoTHITY, OOAATKOBUX OiOXiMiUHMX METOHIiB, BUBYEHHS
KapioTHUMy, MOJIEKYJAPHUX XapaKTepPHUCTHUK, CEKBEHYBaHHI IeHOMY
MOJKJMBO BCTAHOBUTH MNpaBUJIbHUM aiarHo3. Pasom i3 Tum, ciifg
maM’ siTaTHU i IIPO Te, IO NIPH BHUABJIEHHI CIAAKOBOI IaTOJIOril y
IIpobaHga Ta IIPU HASABHOCTI PEKYPEHTHOIO PU3UKY Y UJIEHIB HOro
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MepeamoBa

POAMHN BUHUKAE IICUXOJOTIUHMUI  AUCTpec, IO HeoO0XimgHOo
BPaxOBYBATH JiKapio-reHeTUKY. ETmka € HeoOXiHOI0 CKJIaJ0BOIO
MIPAKTHUYHOI AiAJBHOCTI B KOMKHIN rajysi MeIuIIMHM, aje HalOiJabIII
Ba)KJIBE 3HAUEHHsS BOHA MAa€ SIK HEe3MiHHUUM KOMIIOHEHT MeIMYHOI
reHeTuKku. Ile craBuTh JiKapdA-reHeTUKa Iiepel HeoOXiAHICTIO
BOJIOAITH He TiJIbKU IIpodeciiHuMU 3HAHHAMMN Ha BHUCOKOMY PiBHI,
ajle ¥ BiguyBaTU Ta BTiJIOBATH MOpPAaJbHY BiANOBiJaJbHICTH 3a HOJIIO
xBoporo. Ilopan i3 mum, cjaig 3BepHYTU yBary, IO B iCTOPUUYHOMY
acmeKkTi B coepli MeamuyHOI TeHETHKM BUHUKAJN Ta MIPOJOBKYVIOTH
HaKOIIUYyBaTUCA [AUCKYCiliHI NIUTaHHA, K1 Ile He OTpuUMaIn
OJHO3HAUYHOI BiJIIOBifi.

BinpimicTs i3 mMMX eTWUHMX NIpPoOJIeM, IO PEIpPe3eHTOBAHO Y
HAYKOBOMY BHJIaHHi, 3’dCOBaHO ¥ PO3KPUTO y ILJIOMIMHI 3arajbHOI
MeIUIINHN 1 CTOCYIOThCS TaKMX KOMIIOHEHTIB MiAJBHOCTI JiKaps, AK
IIpaBa malieHTa, KoH}pigeHI[iTHicT, MeauuHOl iH(popMaIrii, JOKTpUHA
inopmoBanoi 3roxu. IIpencraBiieHO icTOpPHUYHO c(hOpPMOBaAHY
iHTepmpeTalilo Ta B3MICTOBHICTh TepMiHIB 1 IIOHATH, 30KpeMa:
PenpoAYKTHBHA AaBTOHOMisI, JUPEeKTHBHEe 1 He JUPEKTHUBHE
KOHCYJIbTYBaHHSA, IIPOMisKHe KOHCYJLTYBAaHHA Ta iHIIi. 3acBiguenHo,
OIIIICAHO POJIb T€HEeTUYHOT'0 TeCTYBAaHHSA B CHCTEMi CTaJIOr0 PO3BUTKY
cyuyacHoOl O0ioeTuKm.

Haii6ispmr OoJifoui TeMym BUHUKAIOTH Ha 3aKJIOUYHOMY eTalri
FeHeTUYHOIr0  OOCTeKeHHS  —  IIATBepAKeHHs  Jiarsody Ta
CIILJIKYBaHHSA 3 XBOPHUM. 3 I[BOI0, JiKap-TeHeTHK IOBHMHEH 3HATWH,
BMITM 1  BHKOPHCTOBYBATHM  IIPUHIMION He  JHUPEKTHUBHOTIO,
ITUPEKTUBHOT'O, MIPOMIKHOTO ¥ HEUTPaJbHOTO KOHCYJbTYBaHHS, a
TAaKOK 1 BpaxoByBaTHu iX mepeBarm Ta HemoJiku. O00B’aA3KM JiKkaps-
reHeTMKa — He IIPOCTO OrOoJIONIYyBAaTH BEPAUKT, a BTIJIIOBATU
IICUXOJIOTIUHY MTiATPUMKY XBOPOTO B YHIKaJbHIN cuTyarliii, y pasi
HaABHOCTI CIIaIKOBOI XBOpoOM, a TaKOX BHUPIIIyBaTH NIpPaBOBi
IMUTAHHA  BIiAIIOBIIHO OO0  MIMKHAPOAHMX Ta  HaIllOHAJIBHUX
perJaMeHTYIOUnX JOKYMEHTIiB.

BupgaTHuM mocArHeHHAM MEeIUIMHU CJiJ BBa)KaTH — BU3HAUEHHS
BHECKY I'eHeTHUUYHUX YMHHUKIB B (popMyBaHHS Oe3ILIiAAA 3arajoM Ta
PEenpPOAYKTUBHUX BTpaT 30KpeMa. SaBASAKM CYYaCHUM MeToJaM
IOCJIIIKeHHsA, TeHeTHKU OTPUMAaJN MOMKJIMBICTL 3IiMCHIOBATU
IIpeHaTaJbHy OiarHOCTHUKY, IO 3abe3mnmeuye BUSABJEHHS Vy ILJIOAA
IMIPOKOTO CIIEKTPY CIAIKOBUX 3aXBOPIOBAaHb Ta XPOMOCOMHUX

abeparriii.
I'emeTnuni METOANKU 1IHTErpyIThCA 3 JTOMOMIXKHUMU
PEenpOAYKTUBHUMMU TeXHOJIOT1AMM, 3HAYHO MiABUIIYIOTH

TiarHOCTUYHY CIIPOMOMKHICTH BUSBJIEHHS T'€HETHUYHO OOYMOBJIEHHX
aHoMaJiii emOpioHa. Pazom i3 TuM, IIpu IIPOBEAEeHHI ITOPOmOBOI
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IiarHOCTHUKHU TepeJ JIiKapeM-TeHeTHKOM BUHUMKAIOTh CKJIAQAHI eTHUYHI
curyamili 3 HeOJZHO3HauyHOI0 iHTepmperamieo. [leaki wmetoau
iHBaB3iMHOTO 00CTEKEHHS CTAHOBJIATD 3arpo3y AJd I[1JIiCHOCTI i JKUTTA
eMmOpioHa Ta mJjgoza, AKi TecTyooThcsa. BcTaHOBIIeHHA, y mpoilieci
IIpeiMIJIaHTaIiMHOTO TeCTyBaHHSA, IaTOJIOTil eMOpioHa CIIOHYKAaE MO0
IUCKycil, 30KpeMa, y ILIOIMMWHI — YK JOIiJIbHO MOTr0o IIepeHecTUu B
IIOPOKHUHY MaTKu? BuaBjieHHsS HEBUJIKOBHOTO TI'€HETHYHOT'O
3aXBOPIOBaAHHSA, IIPU AOPOJOBiN A1arHOCTHUIIl, CTAE€ MIAIPYHTAM 3aaJIsd,
TaK B3BaHOI'0, CeJeKTUBHOIO abopTy, BiJHOIIEHHS MJO SKOTO,
BIIPOJOBK TPUBAJIOTO Uacy, € AKepesioM aebaTiB i3 O0OKYy MeIuKis,
dinmocodis, TeosioriB, 6ioeTUKIB Ta iHIITNX.

Benuke 3aHENOKOEHHS BUKJIMKAIOTH JOCHIMIKEHHA TI'€HOMY
JIOAVUHU B 3B S3KY 3 TUM, IO iX pe3yJabTaTU MiCTATHh BaroMy HayKOBY
inopmarriro, a, 3a IIeBHUX OOCTaBMH, MOKYTb OyTH I OCHOBOIO
comiaapHOl auckpumiHallii. AK, y mmx BuUmagkax, JOTPUMYBATUCS
IIPUHIINIIIB IIOBa)KaHHS IIpaB, aBTOHOMIii, 30epeKeHHs JiKapchbKoOIl
rTaeMHUIII? B ocTaHHi pOKHU, 3aBOAKU NJOCATHEHHAM HAayKU, 3’ ABUJIACS
MOJKJIMBICThL BU3HAUATH CTATh MAaHOYTHHOI JIIOAWHU IIle Ha cTamil
TOiMILJIaHTAI[inHOro eMOpioHa, IO CTAJIO 3alIOPYKOIO II[0JI0 CTBOPEHHS
cTparerii esimMiHamie cnagKoBUX XBOPOO, 3uelsieHHX 3i crarTio. Ale,
OKPiM MeIUYHUX IIOKas3aHb, TEXHOJIOTisg BUOOPY AUTUHU II€BHOI cTaTi
IO IIOJIOTiB 3aCTOCOBYETHLCA V JedKMX BUMIaAKax 0e3 cHemiaJbHOTO
MeJINYHOTO OOI'PYHTyBaHHsA. I, msa mpobgema moTpedye KPUTHUHOTO
OCMUCJIEHHS B IIJIaHI CTaBJIeHHS 10 JIOAWHUN SAK COIIIOKYJIbTYPHOIL
IIiHHOCTI.

TakuM UYMHOM, JOCATHEHHS MeIMWYHOI TeHeTHKH 3HaYHO
OiABUINUJIN PiBeHb MeIUuIINHU, V mijomy. Ilopsasn i3 muM, HaraJabHUM
€ TOoCTiliHe YJIOCKOHAJIeHHA MEeTOAIiB IIpo}iJlaKTUKM Ta OIiHKM
reHeTUYHOTO TATapA cepen HaceJIeHHs, 3aIIpoOBaI;KEeHHA
(PYHKIIIOHAJIBHOI MOJIeJIi CUCTEMU MEANKO-T€HETUUYHOTO MOHITOPUHTY
3aJs1 e(PeKTHUBHOTO CIOCTepeKeHHs 3a TeHEeTHYHO 3YMOBJEHUMMN
posJiagaMu.

Mownorpadgisa MicTUTL pelpe3eHTaIlil0 HOBITHIX TI'eHeTUYHUX
TeXHOJIOTiH IITOJ0 BIPOBaIKEeHHs IIpeHaTaJIbHOI JiarHOCTHUKHM, HaJgae
iM MeIUUYHY, MOPaJIbHY Ta COIliaJIbHY OIIIHKY

ABTOpM HAYKOBOIO BHUJAAHHS IIOCTABUJIM 3a MeTY IIiJBUIIIeHHS
piBHSA o00i3HAHOCTI BUMKJIaJadiB, CTYAEHTiB, acmipaHTiB, JikapiB
IIePBUHHOI JaHKU OXOPOHU 3I0pOB’d, JiKapiB-TeHEeTUKiB,
PenpyaoOKTOJIOTIB, aKyIIepiB-TiHEKOJIOTiB, TaKOX JiKapiB 1HIINX
creIiajJjbHOCTell, y Tajly3li MeIMUYHOl TeHeTHKH 3 aKIeHTOM Ha
IIpeHaTaJbHy OiarHOCTUKY Ta MeJHUKO-TeHeTHnUYHe KOHCYJIbTYBaHHS V
KOMIIJIEKC1I 3 [JeTaJbHMM OIMNCOM 1 ypaxyBaHHAM HaNWOiJIbII
AKTYAJIbHUX €TUYHO-IPABOBUX NUTAHb MEIMYHOI'O BTPYUYAHHSI.
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PO3AIA |
MEAUYHA TEHETUKA
49K TAAY3b CYYACHOI
MPAKTUKHWU

1. 1. icTopis BUAQTHUX AOCSTrHEHb Y BioAOrii

Cnig Bu3HaATH, ITO0 OA3MCHUMM OIMHUIAMU Ta OyIiBeJIbHUMU
OJIOKaMU KUTTA € KJIITHuHU. [[ocailKeHHsa KJIITHH II0YAJIOCs BIIepIIe
TPU CTOJITTA IIOTOMY 3 CTBOPEHHA Ta MOCTIMHOTO BAOCKOHAJIEHHSA
IIPUCTPOIO, IKNUI OyJI0O Ha3BaHO MiKPOCKOIOM. SHAUHUM BHECOK B IIi
BIIKPUTTA 3poOMB AaHIVIIMCBbKUN yueHHii-eHIuKJgoneauct P. I'vk,
AKUN mepmunii, 30KkpeMa, y 1665 poiri, mouaB BUKOPUCTOBYBATHU JIiH3U
3 METOI0 BUBUEHHSA TOHKUX 3pPisiB, IO HaJaJlo HOMY MOMKJINBICTH
CIIOCTEepiraTm CTPYKTYPY POCJNH — KPOIy, MOPKBH, Oy3uHu. Pasom i3
TUM, JOCJiTHUK OTPUMAaB 300paskKeHHA TaKUX 00’€KTiB, IK OKO MYXH,
KoMapa 1 #Moro JWYMHKM, KpPWJIo Om:koam Ta iHmom. Csol
CIIOCTEPE)KEeHHs HAYKOBeIlb y3araJbHMB B HAYKOBiI poOoTi
«Mikporpagisa» (Micrographia), B aAKili HaBegeHO MAaJIOHKH,
OTPUMAaH1 3a [JOIIOMOIOI0 MiKpocKoma. ByJo mokasaHo KJIITHHHY
OymoBY IIPOOKOBOT'O JepeBa, OIMMCAHO «MaJIeHBKMII OOKC», O SAKHX
P. I'yvk Bmepiiie 3acTocyBaB TEPMiH «KJIITHHA».

Buszmaemo, mio y 1674 mHigepiaanacebkmii HaTtypaJsaict A. Bau
JIeBEeHI'yK yAOCKOHAJIOE MIKPOCKOII i AOCJIIIMKY€E CTPYKTYPY Pi3HUX
dopm xkuBoi mpuponu. Bigkpurta P. I'yvka Ta A. Bam JleBenryka
Bifirpajam BaKJHUBY POJIb YV HAYKOBIM PEBOJIIOIII Ta CTBOPUIN
iATPYHTA OJId KJIITMHHOI KoHIeniii B Oiosorii. Tak, 3okpema, y
1839 porri KaiTuHHA Teopis oTpuMaja MiATPUMKY 3aBAAKNA HAYKOBUM
poooram aBox BueHmx M. Ilaeiizena, T. IlIBana, aAkKi 3poduanm
BIICHOBOK, IITO BCi eJIEMEHTH KUBHUX iCTOT CKJIAZAIOThCA 3 KJIITHUH, SIKi
MicTaATh aAxpa. A, y 1855 pomi maykoBemnb P. BipxoB Harojgocus
“Omnis cellula e cellula”: «koxHa kaimuna noxodumwv i3 iHULOL
nodionol kKaimuHu». BigTaxk, KJIiTMHHa Teopis crae (yHIaMEHTOM
0ioJorii, IPOJOBKYIOTHCS AOCJTiMKEeHHS KJIITHH Ta iX PyHKIiI.

HeobOxigHo mnpusHaTu, IM0 «0aTbKOM» Te€HETHMKH» BBaXKalOTh
yecbKOro HaTrypaJicra, mocaimzauka I'. Mengensa, axuii y 1856 porri
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IIpX BUBYEHHI TriOpuamsariii copTiB ropoxy, 3acTOCYBaBIIU
CTaTHUCTHUYHI MeTOoAM [HJsd aHaJidy pel3yJbTaTiB, BCTAHOBUB, IO
iCHYIOTh II€BHUU IIepeJiK (paKTOpiB, AKI mepemaioTbCca ¥ HE3MiIHHOMY
BUTJIAAlL OO HACTYyOHMX IIOKOJiHb 13 XapaKTepPHUMHN KiJbKiCHUMM
3aKOHOMipHOCTAMM yCHaAKYBaHHSA, TAKMM YMHOM BiIKpuB OasMCHi
NPUHIINIIN TeHeTuKu. A, BxKe y 1865 poii mocaimfHMKOM BHUIAHO
HAayKoOBY Impario Jociaigu Hag POCIMHHUMHU TidpugamMu . 3romom,
3aKOHHM CIIaIKOBOCTi, BcTaHoBJeHi I'. Memgesem, moBeJau IXHIN
yHiBepcambHuii xapaktep. ¥ 1900 pormi OoraHiKM, AKi TPOBOAUIN
TocJigy 1o riopmamsariil pocauH a, came, rojaHzenb I'. me Ppis,
HiMmens K. Koppenc Ta aBcrpiens E. Uepmak, HeszaleXKHO OIUH Bif
OJHOT'0, HMiATBEPAUJN pe3yJabTaTu, AKi Oyam orpumani I'. Meugeaem
Ta BAPYTe BiAKPUJIN Ta ONHCAJN 3aKOHU CIIaJKOBOCTI.

I, Bxxe y 1900 pomi Oyam imeHTudikoBaHi XpoMocoOMH SK
KOJIbOPOBI TiJIBIIA B AApax, AK1 3JaTHI IIOBOIOBATUCS Ta PO3AIIATUCS
nepen KiaiTuaHuM posnogijgoMm. Tak, y 1900 pomi ¥. CeTToH BHCIOBUB
IYVMKY IIPO Te, III0 XPOMOCOMHM HECYTh CIIaAKOBY iH(popmalliro i y
mouorpagii “Chromosomal theory of heredity” sampomomysas
XPOMOCOMHY Teopito remerumku. llopsan iz mum, T. Bopepi (1902-
1907 pp.) i E. Biascon (1902-1907 pp.) BcTaHOBUJIM Ta BU3HAJIU
IiIBHICTE, 3B A3KYy Mi 3akoHamu cuagkxosocti I'. Memgenem Ta
PO3IIONIiJIOM XPOMOCOM B IIpPOIleci KJITMHHOrO Iomisy (miTo3) Ta
(meitio3). BoHu poBean, 10 y dYacTKaX XPOMOCOM 3HaAXOAATBHCSA
OAWHMUIIL, K1 KOHTPOJIOIOTh CIIaJKOBlI O3HAKU.

Hapani, y 1909 pomi, 6oranmik i3 Iamii B. Horanuces 3MiHUB
TepMiH, AKNNA BHU3HAUaB Ta 1IeHTU(IKyBaB OCHOBHY OJIMHUIIIO
CIAaJKOBOCTi B AKOCTi TAKOI'0O MOHATTHA, AK I'eH i, BIATOBiAHO, B AKOCTI
daxTopy, 10 BigmoBizae 3a TpaHcMiciio Oiosoriunoi mepegaudi meBHOI
O3HAKU B3aIJs IIOSICHEHHS CIIOCTepe:KeHb, $AKi Oyam 3polbJieHi
I'. Mengenem. AnbTepHaTHUBHiI (popMu reHa, AKi BU3HAYAIOTL MOTO
IIPOsABU, HalMeHyBalIu — aJjejadaMu. A, Bci HaII reHH, pPasoM
IIO3HAYAIOThCSA B HAKOCTLI MOHATTA - <«reHoM». IIpum 1pomy,
B. lloranHceH BaIpONOHYBaB [0 HAYKOBOrO OOir'y Take IOHATTA
«IIOMYJAIisA» K — I'Pyla opraHidaMiB OJHOTO BUAY, AKa IIPOKUBAE Ta
PO3MHOKYETLCA Ha OOMeKeHili TepuTopii, a TaKoX BU3HAUUB
3MiCTOBHICTh TEPMiHIB «TI'€HOTHII» Ta «(PeHOoTHuI». ABTOPOM Ha3BaHOI
HayKOBOl JOUCHUILJIIHN «IeHeTHuKa» € aHIVIIMChKUI HaTypaJicT
B. Betcos.
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HoBuii eram y poO3BUTKY TaKol raay3i MeOIWUYHOI HAyKH Ta
IIPAKTUKN, HAK TeHeTHKa, II0B A3aHui 13 iMam 1 3zo0yrxaMm
BUJATHOTO aMepruKaHChKOro reHetuka-gocaiguuka T. H. Moprana ta
roro yuHiB. Tak, 3oKkpema, y 1913 pori, 3a pesyabTaraMmu
TOCJILIPKeHb Ha Apo3odijax, BOHM BCTAHOBUJIM 1 3aCBiqUMIN, II[O0 TeHN
BHAXOOATHCSA B XPOMOCOMAaX Yy JIHIMHOMY MHNOPAIKY, YTBOPIOOUM
rpynu 34YeIlIeHHs, KiJbKicTh HAKUX BiAIIOBiZae dYwMcay Iap
romoJoriuamux xpomocom. I, Bxke y 1915 pomi Oymo Bumgano
mouorpadgio T. H. Moprana nig HasBoio «Mechanism of Mendelian
Inheritance», B akiili HagaeThbCcsd I'PYHTOBHE IOSCHEHHS MeXaHi3MYy
yCIIaAKyBaHHS O3HaK, AKY I onmucas, paHime, I'. Mengens. 3okpeMma,
y 1911 — 1915 porkax — y umaaboparopii T. H. Moprama, iioro
craiBpobiTuukom i mHacaigaukoMm A. CriopreBanToM (A. Sturtevant),
OyJI0O CTBOPEHO IIEePIIy TeHeTUUYHY KapTy Apo3odiam, IO CcTajo
craproMm imiiemeHrarii B 1990 pori miskHapomHOI KoomepaTHBHOI
HayKoBoi nporpamu «The Human Genome Project», 3aBganHam sxoi
i OyJio CTBOpPEHHs T'€HEeTHMYHOI KapTum Ta IIOACHEHHs (QYHKIII ycix
T'eHiB JIIOOUHU.

Caim Bxasatu i Ha Te, 1m0 y 1941 pomi k. Bign ta E. Tatym
IoKasaJn 1 MHiATBepAMJIM, IO MyTallld TIeHa BHUKJINKaEe Age@eKT
IIeBHOTO MeTaOoJiuHOoro mpormecy. TakmM UmMHOM, BOHM BHUIHAJIM i
3acBigumamM TIIpo Te, IO IiCHYe B3a€MO3B’SA30K MisK TeHOM i
depmenTamu. oCHigHMKKM 3alIpoOmOHYBalud OO HAYKOBOIo 00iry
BUXIMTHI TOJIOMKEHHsS Teopil «oaAumH TeH — OAUH (pepMeHT», sAKa,
ImisHimie, Oyjia 3MiHeHa Ha «OAUWH I'eH — OAMH HOJIiIlenTHun». 3rigHo 3
JTOMiHaHTaMM I[i€el Teopii, KOKHUI I'eH KOHTPOJIIOE OOHY pPeaKIIiio
O0ioximMiuHIX mEepeTBOPEHb, AKi Jie:KaTh B OCHOBI IIPOSABY BHYTPiIIHBOI
a00 B30BHIIIHLOI O3HAKU II€BHOro opraHisamy. Ila Teopia Bimirpasa
BaXKJIMBY POJIb V BH3HAUEHHI IIpUpPOAM caMoro TeHa Ha
MeTaboJivyHOMY  PiBHi, $#K BUXIZHOro eJjileMeHTa CHOaJgKOBOI
iH(popMaIrii.

I, v tux xe 40-x porax XX cTopiuyusd NOOUYMHAETHCA epa
MOJIEKYJIAPHOI reHeTUKM. Ba3oio A1 PO3BUTKY IIHOTO HAIIPAMY CTAaJIO
BimkpuTTa ximikom i3 IlIBeimmapii I. ®@. Mimtepom y 1869 poriri
3aragKoBol cyOcTaHIlii 3i CHJIBHMMM KWUCJIMMM BJACTHUBOCTSAIMHU B
KJITHHAX THOI0 i3 JEeHKOIMTIB i clepmarosoimzax Jiococsd. Buenuii
HamaB I Ha3By HYKJeEIH, AKWI BUABUBCA TICHO IIOB A3aHUM i3
OCHOBHOIO 0OiTKOBOmOZiOHOIO peuoBMHOIO, AKYy I. D. Mimep vy
1872 poni BigginuB Big HyKJaeiny i HasBaB npotaminoMm. ¥ 1889 porii.
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P. AnpTMaH BBOOUTH TaKHII TEPMiH AK  HYKJeIHOBa KHCIOTA , AKA4,
y HaIll yac, Ma€ HasBYy He3okcupibonykJjeinmoBa kKwucJjgora (IHK) Ta
poO3TIAmAEThCA AK MoJieKyJsa KUTTd. Ilopsan is mmMm, v 1924 pomi
P. ®enbren pospobus MeTonu muToJioriuHoro posmnisHaBanHA [THK i
pubonykgeinoBoi kucjaoru (PHK). Bim moBiB, 3a JI0II0MOTI0I0
IIUTOJOTIUHOTO JocaimkenHs, mio [IHK Jokamidyerbca B aAxpax
kaitTua, a PHK — y muronmaasmi. A, y 1934 poni T. Kacmepccon
IIOCBiAUMB PO icHyBaHHs 3B A3Ky moJiekysa I[THK iz xpomocomamu.

3a mecaThb pPokiB moromy, v 1944 — 1945 pokax, OyJjia BuU3HaHA
posb JITHK y mepemaui cmagkoBoi ingopmarii. [ITHK posraspaerbes
AK reHeTUYHUN Kojn aJsa mnporeiHiB. OcHoBHa poJab [IHK y kaiTmHax
nmoBrorpuBajie 30epiranusa inmgopmarii npo crpyktypy PHK i 6inkis.
IIHEK 3abesmneuye mepemauy 3 IOKOJIHHSA B IMOKOJIHHA 1 peaJjisalliro
FeHeTUYHOI MporpaMu pPO3BUTKY ¥ (PYHKIIIOHYBAaHHSA JKUBUX
OopraHiamis.

Hapgani, y 1953 pomi BimOynmaca BupaTHa noAid B Oiojorii
posmmudpyBanua crpykrypu [HK mocaimnmkamMm amepuKaHIIEM
II. Yorcouom i auraifiniem ®@. Kpikom. Conuparwounuch Ha OOCIIIKEeHHA
reHeTHuKiB Ta 0ioxiMikiB i gaHMX PEHTreHOCTPYKTYPHOT'O aHAJi3y
BoHU cTBopusau wmomenb JHK y ¢opmi mnmoxsiiinoi cripari.
IlooymoBana II. Yorconom Ta @P. Kpikom wmomens [HK moscHioe
Oiosoriuny (yHKIIifo 11iei cybcTaHIil, 3MaTHICTL O caMO IIOJABOEHHS
FeHeTUYHOI0 MaTepialy, cTajJoro 30epeskeHHsA B KJITHHaAX V
HACTYIIHUX ITOKOJIIHHAX. 3a BUAATHUN BHECOK B HAYKVy i BIIKPUTTS
®. Kpiry, M. Yorcomy Ta M. Viakiacy Oyjaa mpucymxeHa
HoGeniBchbka mnpemisa 3 ¢isiosorii i megunmmam y 1962 pory. ¥
HAaCTYIIHI POKU, BIAKPUTTA CTOCOBHO cTpykKTypu [HHK, smaimim
eKCcIIepuMeHTaJbHe MiITBEPIKEHHS: oyJ0 po3IInPoBaHO
reHeTUYHUN KOJ 1 MexXaHi3M #oro aii B mporeci cunTesy Oinka. Taxk,
3oxkpeMa, y 1961 pori Oysma oOr'pyHTOBaHa ¥ oIIMcaHa Teopid IIPO
TPUILIETHICTh TeHEeTUYHOro Koay. AMepukaHchbKi Buerni M. HipenGepr
i II. MarTeli pmoBeau, 1[0 TPUILIET HYKJEOTUAIB YVYVY Koaye
aMiHOKMCJOTY (peHiJajlaHiH.

Tpoxu misuimme, Bxke y 1968 pomi Bmepire 3i mrramiB Esherihia
colli Oyau BuAiseHi pecTpUKIIINHI eHIOHYKJIeasu ad0 PeCTPUKTA3ZHT —
Ile YHiKaJabHI epMeHTH O0aKTepiii, [0 po3pidaioTh NOABIMHY CIIipaJb
IMHK y cnenmudiunux giaaakax (caliTax misHaBaHHS). 3a BIAKPUTTS
pecTpukiliinnx engonykJeas [[. Harauncy, B. Apbepy i I'. Cmity y
1978 pomi Oyna mpucym:xkena HoOeaiBcbka mpemisa 3 ¢isiosorii i
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Menuiinau. lle BiAKPUTTS MOPOKJAJJO IMJIAX OO0 PO3POOKU METOHdiB
KOHCTpYyIOBaHHA pexkombOimanTHoi JIHK Ta cramo HaykoBuM
dbyHZaAaMEHTOM I'eHHOI iH:KeHepil.

BupgaTui BiZKpuTTsa y 010J0Ti]l IIPOMOBMKYIOTHCS 1 1O HAIIIOTO Yacy.
Tak, 30KkpeMa, IIiICYMKOM IIOIlepeAHiX Ta IPUHJEeInHiX HayKOBO-
NPUKJIATHUX Hagb0aHb, CTaJ0 IIOTJIMOJEeHHs O0a30BUX II0JOXKEHb
FeHeTUKU — HAYKH IIPO 3aKOHOMIPHOCTI CIIagKOBOCTI Ta MiHJIMBOCTI
OpraHisMmiB, AKa Ma€ BeJiMUue3He HAYKOBe Ta IPaKTUUYHe 3HAYeHHS IJIs
BCiX rajyseili BUBUeHHSA KUBUX iCTOT, TaK 3BaHOI, HAYKU IIPO »KUTTH.
3 cydyacHHMX MTO3UI[illI IpeJcTaBJIeHO BH3HAUeHHs reHa SK 0a30BoOi
dismuHOol Ta (PYHKIIOHAJABHOI OAMHUIIL CHAaZKOBOCTi. SrimgHo
BU3HAUEHHIO €KCIIePTiB MiXHaApPOAHOI opranisallii, sska perJaMeHTYye
reHeTuuHy HOMeHKJaTypy (the Human Genome Nomenclature
Organisation), rea — me «cermenT [HK, 110 BHOCUTH BKJIAI B
denoTun/PyHKIito. ¥ pasi BiACyTHOCTI (pyHKIIII XapaKTepPUCTHUKOIO
reHy € IIOCJIiJOBHiICTh, TpaHCKpuIIisgs abo romosorisg». Ciig
IIpuU3HAaTH, 110 T'eH Mae cleln(iuHy MOCIiOBHICTh HYKJIEOTHUIIB, SIKi
KOAYIOTh 1HCTPYKIIII AJd IPOAYKIil mpoTeiniB. B pasi 3aMiHu rexis
BUHUKAIOTh MOPYHIeHHA (DYHKITIOHAJIbHUX BJACTHUBOCTEN IIPOTEIHIB, a
pe3yJIbTaTOM CTalOTh 'eHEeTUYH1 aHoMaJii.

dyHAaMeHTaJbHI JOCATHEHHA APYrol moJoBMHM XX CTOJIITTA Ta
mouaTky XXI cToiiTTsa 3HauHO 30araTUJM BUXIMHI ITOJOMKEHHSA Ta
NPUKJaLHI TEexXHOJOriuHi 3acagm MeaudyHol reHeTuku. KiabkicHi
METOON  cerperamiiHol OI[IHKM Ha  OCHOBL TI'eHeaJIOTiuHOTO
IOCJim)KeHHsI, III0 MaloTh JaBHi icTopuuHi aKepeJsa, OyJIu JOIOBHEHI
HaNROILIbIIMMY BiIKPUTTAMM Y IIill chepi — XpOMOCOMHUM aHAJIi30M,
FeHHUM KapTyBaHHAM 1 JOKJIAQJAHOIO PO3MIN(PPOBKOI cTpyKTypu JTHK
XPOMOCOM, CTBOPEHHAM pekoMOiHauTHMX opraxisamiB. CyudacHi
TeXHOJIOTIUHI Ta METOJOJIOIiUHI NpuiioMH y MeIHUYHiN TIeHeTHIll
3yMOBUJIN MOSABY HOBOT'O TEPMiHY — oMiKc (omics) - 1le JOMeH 3HaHb,
IIT0 BKJIIOUAE TeHOMiKY, elireHoMiKy, TPAHCKPUIITOMIKY, IIPOTEOMIKY
i merabosomiky. Toik, omMiKc — mpexacraBjse co00I0 3arajJbHUN
(eHOMEH, AKUUA Hajmae OLJBINI IOINHWPEHe, AeTalidoBaHe Ta TOUHEe
VABJIEHHS TIPO MOJIEKYJSAPHY CTPYKTYpPy OpraHiamy, geTajJbHe W
BUUEPIIHe OOI'PYHTYBAHHSA CTPYKTYPH i QPYHKII MOJEeKyJ, IIo
IPUHMAIOTh y4acTh B T€HETHYHOMY IIPOIleCci, TaAaKMM YMHOM — MAae€
IIPOBiHY POJIb V MOSCHEHHI X mporiecisl.

1 (Arnett D. K. S., Claas. A., 2018).
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I'enomikxa — 1l HayKa IIPO CTPYKTYpPy Ta @QYHKIIiI0 BCix
komiiemenTiB [IHK, BKaouaioun BUBUEHHS BapiaOeJIbHOCTI B Pi3HUX
KJITUHAX OJHOTO OpraHiamMy, oprasiszaififo Ta QYHKI[IOHYBaHHSA
regoMiB okuBux opragiamiB. IloaBa remomikm y 90-x pokax
XX cTopiuusdg cTajla MOMKJMNBOIO 3aBIAKMN  BIIPOBAIKEHHIO i
3aCTOCYBaHHIO BUCOKONPOAYKTUBHUX METO/IiB e(peKTUBHOTO
cekBenyBanua JIHK Ta Oio-iHopMaTuku, HAKi [T03BOJIUIN
IOCJIiZHMKAM aHaJidyBaTH He JIHIIe OKpeMi KOPOTKi ITOCJIiITOBHOCTI
HYKJIEOTUAIB, AK Ile OyJo panimie, a ¥ 3mificHIOBATH MacIIiTaOHi
IIPOEKTH 3 MPOUHUTAHHS Ta aHaxidy Bciel cykymHol JITHK mesHoro
Buny. I'eHeTuKa, HaIpoTu, BUBYae iHAuBiAyanbHi renm. Hapasi
reHOMiKa BBaKA€ThCA OJHiI€I0 3 HANOLABII IIepegoBUX Tajy3ei
OioJsorii Ta MegUIIMHU.

Enicenomixa posrisamae MexaHi3MM, #AK1 BILIMBaAlOTh Ha
eKCIIpeciio I'eHiB 1 He BHM3HAYAIOTLCSA IIOCJIIIOBHICTIO HYKJIEOTHUIIB Y
IMHK. IMia emireHomy Ha TreHOM Big0yBaeThCA PiBHMMU CIIOCO0AMMU.
Cihixg npusHartu, IMI0 eIireHeTWYHI MeXaHi3MH  BKJIIOYAIOTh
merunyBanHAa JITHK Ta mocr-rpaHcaamiiiny monugikaiiio ricrony, a
TAaKOXK  MexaHisMu 3 BRJueHHaAM Mikpo-PHK. Baxkauba
ermireHeTnuyHa Moaudikamisgs BimOyBaeTbcsi Ha eMOpioHaJbHIN,
deranbHil cTamii, a TaKoyK 1 IIi3HIiIIe, miJg yac PO3BUTKY NIEBHOTO
opraHiamy. BueHi B rajysi emireHOMiKM JOCJIIIKYIOTh 3HAXOMKEeHHS
XiMiuHMX MapKepiB Ha reHomi Ta ix (yHKIii. ¥ 3B 43Ky 3 TUM, IO
eIlireHoM B3a€EMOJIi€e 3 30BHINIHIM cepeloBHUIlEeM, BUBUEHHSA
MeTHUJYBaHHA 1 mMoam@ikaimii ricroHy Hajgae HaIil0o Ha AUHAMidHE
BU3HaUeHHs mnaro@disiosorii xBopobm Ta MOKe, MOTEHI[INHO,
IIPUBECTU A0 BIAKPUTTA HOBUX TepalmeBTMUYHUX Iijeil. IHpopmalria
CTOCOBHO EIIireHeTUYHOT0 KOAY AOIOMOKe JIiKapsaM, Y MaltOyTHROMY,
IiarHOCTYBaTU 3aXBOPIOBAHHS Ta KOHTPOJIIOBATU IIPOIEC JIIKYyBaHHA.

Tpauckpunmomika Mae 3a MeTy BUBUEHHS TPAHCKPUIITOMY —
cykynHocTi ycix PHEK-TtpanckpuntiB opranismy, imentudikaiiiro ta
KiJbKiCcHe BU3HAUEHHA IX, BKJIOUAIOUM MNOTEHIIMHUX MeCeHIKepiB,
pibocomanpHUX peryasaTopiB PHE, 110 mpoayKyoThcsa opramisMom 3a
neBHnx  cuenu@ivamx  ymoB2. IlouaTKoM  TpPaHCKPUITOMiKH
BBaskaoTh 90-i poKM IOmepesHLOro0 CTOJITTSA, KOJaum OyJiu
3aIIPOMOHOBAHI TPAHCKPUIITOMHI TE€XHOJIOTII 7 BUBUEHHA eKcIIpecil
reHiB. ¥ HAII 4ac — BUKOPMCTOBYIOTHCS ABa 0a30BUX METOJa: MiKpO-

2 (Arnett D. K. S., Claas A., 2018).
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yinm, AK1 JO03BOJAIOTh BUABJIATU HASABHICThP Ta KIJIbKICTh II€BHUX
TpaHcKpunTiB, i cekBenyBanHsa PHK (PHK-Seq). Ha ix miacrasi
MOJKHa 3pOOMTH BHMCHOBOK IIIOJO PiBHS eKcIpecii ocaimsKyBaHUX
reHiB Yy KJITHHAX TKaAHWH 3a PIi3HUX YMOB. TaKuM YHWHOM,
IOCTiMKYIOTBCSA, PO3KPUBAIOTHCA U OINMCYIOTHCA PEryJIATOPHI
MeXaHi3MU, BiANOBiJZaJbHI 3a €KCIIPeciio reHa, a Iie AYyKe BasKJINBO
IJIsI PO3KPUTTA MOJEKYJAPHUX BUTOKIB 3aXBOPIOBaHb JIOAMHU. 3a
IOoImoMOrom wmeTonuKmu cekBenyBaHHs PHK-Seq ymockoHa oeThes
KJiHiUYHa [glarHOCTHKA IMYHHHMX IIOPYIIeHb, IO Ja€ MOMKJIMNBICTH
KOHTPOJIOBATHN mepeoir iHQeKIITHnX 3aXBOPIOBaAHb Ta
imguBigyanisyBaTu crpareriro JiKyBamHAS.

IIpomeomika npencTaBase cob0I0 HAYKY IIPO BUMipIOBaHHSA PiBHA
O0inkiB abo menTuaiB, AKi BHPOOIAIOTHECA ab0 MOAMMPIKYIOTHCS
OioJOTiYHMMHK cHUcCTeMaMHM OpraHismy (KJIITMHM, TKAHWHMN, OPTraHU,
Oiosioriuma pimmHa, opramiam, y migomy). aa peasaisamii mwmx
IIPOIIECIiB  3aCTOCOBYETHCS  HaOIp JiabopaTOPHMX  OOCJIiKeHb:
JTBOBUMIipHUMI rejib-eJeKTpodopes, xpomaTorpadis, Mac-
CIIEKTPOMETPisA, METOAMKHN 3 BHUKOPHCTAHHAM i30TOMNiB, METOAUKU
BUMipIOBaHHs 0iIKiB, MiKpocaTeJiTiB TOIIO.

Memabosomika IOCHIIMKYEe €HOOTeHHI Ta eK30reHHi wMaJi
mosekynu (50-1500 Da), aKi € cyOcTtpatoMm 1 TIpPOAYKTOM
MeTaboiuHMX mpoiieciB. MeTaboJs — e arperairiss Bcix MeTa0oJIiTiB y
Oioysoriunmmx  cucremax. IIpukaamzom Takumx  MeTaboJiTiB €
aAMiHOKMCJIOTH, JKUPHI KHUCJIOTH, JiOigum, ByrJeBoau, (eHOJbHI
crnoaykmu Ta inmri. Bigmosiguo mo cBiguenb The Human Metabolome
Database, Hamiuyerscs 6inbire Hidk 114 100 cyOcranIiii.

1. 2. ETONU CTOHOBAEHHS M@AUNYHOT reHeTUKu

BBakaemo 3a HeoOXigHe HpM3HATH, IO I'eHETHMKA BUHUKJIA AK
oKpeMuii pospia Oiosorii saBmaxu Bigkpurtio I'. Mengens Ta
PEBOJIOIINHNX OOCATHEHb Y I[if IJIOIMMHI y HOJAJNbININN Mepio.
BcranoBiieHO i BU3HAaHO, IO I'eHU € 000B’ A3KOBUM KOMIIOHEHTOM YCiX
KJITUH Ta MICTATH 1HCTPYKIIiIO, AKa IepelaeThbCcsd 13 IMOKOJiHHA B
IIOKOJIIHHS, 3abesmeuyoun BUKWBaHHS BHAiB. I'emermka Ta Ii
ITOCSATHEHHS MaloTh CYTTEBEe 3HAUEHHSA He JuIlle AJs 0ioJsorii, a i1 gasa
MEeIUIIMHY, KOHKPETHOl JIOAMHN, OCKiJbKHN, I'eHU BiAIIOBiZalOTh 3a

3 (Byron S. A., Van Keuren-Jensen K. R., Engelthaler D. M. et al. 2016, Proserpio
V., Mahata B. 2016, Suzuki S., Horinouchi T., Furusawa C., 2014).
4 (Arnett D. K. S., Claas A. 2018).
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KOJip IIOKipu, 3pict, OymoBy Tija Ta OaraTto iHIINX NIOKaA3HUKIB
aHTPOIIOMETPUYHOTO IToJimMopdiszmy. Paszom i3 IHiJIKOM oueBHIHUMMU
ImapaMeTpaMu, iCHYIOTbh TaKOK 1 « BHYTPIiIlIHi», TaKi AK BapiaIiil rpyn
KpOBi, iIMyHHOI cucreMu, (PYHKI[IOHAJbHNI CTaAH CepIisd, HUPOK,
MeYiHKU Ta 1HIIINX OpraHiB.

IIlomo icTopuYHOI MJOIMWHMN, TO TeHeTHUKaA Yyce IIupIIe
acuMijoBajach i3 mpobjieMaMM JIIOACTBA Ta IIIJIKOM JIOTiUHO, IIIO
BUHUKJA CAMOCTiliHA rajly3b 3HAaHb — MeAMUYHA IeHeTHuKa, Yy BUTOKIB
AKOI CTOSAJHU CIIOCTEPE)KJMB1 JIiKapi, fAK1 BUABJAJIN IIATOJOTIUHI
30BHIIITHI 03HAKU Yy KOHKPETHOI 0CO0M Ta IIPOBOAMUJIM CIOCTEPEKEHHA
3a uUJeHaMu 11X poauH. I'eHeTuyHUN AUIMOPQPI3M 3SHAUIIOB
BijoOparkeHHs IIe ¥ y KapTHHAX MMTIIIB, OIMCAX IIMCbMEHHUKIB Yy
XYOOKHIX TBOpax. besymMoBHO, IIi3HaBajJbHe 3HAUYeHHA MOJdA
TOCHIITHUKIB MaJu CciMeHHI pOZOBOAM, B SKHX BigoOpaskajinuch
cuenudiyHi BiAXMJIEHHA CTaHy 3A0POB’A Yy AedKMX UJIeHiB cim’i Ta
yecoagKyBaHHA Iux 3MiH poxmuamu. Came I1eil HanpaM 1 craB
OCHOBOIO CYYacCHOT'O I'€HeaJIOTiuyHOT0 MeTOAY, a B 3B’A3KY 3 THUM, IO
BeJeHHA POJOBOAY Ta BimoOparKeHHs UJIeHiB cim’i OyJio XxapaKTepHO,
B OCHOBHOMY, IJi apHCTOKpPATiB, TO ¥ caMe BOHH BBaKaITbCA
«IIePHINMU TeHeTUKaM1» Ta 3aCHOBHUKAaMU BimoOpaskeHHA (heHOTUIry
IIpobdaHga, MHPOCTEeXKEHHsS XapaKTepy YCIaIKyBaHHS PI3HMX CTaHIB
IIeBHUX O3HAK y PSAJl IIOKOJiHb 13 MEeTOI0 BCTAHOBJIEHHSA 3arajbHOTO
IMMOXOM;KeHHdA. ¥ IXHIX poamHax, 3a3BuUYail, CKJIaJaJuCS IOKJIaTHI
POIOBOIN.

Tak, HanmpukJang, y cimeiicrBa Temnia-Hamxer-Bpugsxec-Hangoc-
I'penBuLIIeli, BCHOTIO-HA-BChOT'O, «II’ATH- CTBOJIbLHE» IIPi3BUIIE, ajie Ha
ixapoMy repbi — 719 cumMBOJiB, 1 KOKHUI BKasye Ha TeHETUUHUMN
3B sI30K 13 iHmIoro JiHielo ycmagKyBaHHA. 30KpeMa, IIPisBUIIE
l'aGcOypriB i mpukKpaca Bepxy IXHBOT'O repOOBOro IIUTA — COKiJ,
IIPOHUBYIOTH CiMCOTJIITHIO iCTOPil0 KOPOJiBCBKUX AUWHACTiii €Bpomu.
Ti, XTO ¥ioro ycrnagKoByBaB, 000B sI3KOBO 3100yBaB i IIle AeIfo — reH,
KU i 00yMOBJIIOBAB IIOSABY BUCYHYTOI BIlepend Ta rimepTpogoBaHOI
HUKHBOI IIeJienln - «radcOyp3bKy ry0Oy», IO 3aBaskaja HOPMAJbLHO
pOS?ROByBaTI/I i)y (maBemenmo Ha pwmc. 1.1). IlosBy Takoi «ryoum»
IIOB’SA3YIOTH i3  iHOpmAWMHIOM, TOOTO, OJM3BKOCIOPiAHEHNMU
III00aMMU.

3HaMEeHUTy «T'y0y» JIerKo IIOMiTUTH i, 30KpeMa, Ha IIOPTPeTi
Bosiomapsa Ceamiennoi Pumcbkol immepii 1450 pory, He MeHII
IIOMiTHa BOHa OyJja M B iCIIaHCBKOI KOPOJIiBCHKOI AWHACTII SAKNX-
HeOyJIb CTO POKiB TOMY.
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Pucynok 1.1 — Xyan RappeHo ne Mupannga.
ITopTper xKopoaa Icnaumii Kapaa II (06.11.1661 — 01.11.1700 pp.)

11 KOPOJIIBChKUX AMHACTIM XapaKTepHUMU € U 1HIIL cmaagKoBi
daxBopioBaHHs. Tak, y 1998 por1i auraificbKuM BHIABHUIITBOM OYJIO
Bugano kKHury k. Pena, M. Yoppenma 1 [I. Xanta «barpsana
rTaeMHUIA. 'eHn, 00KeBijasa i KOpoJiBCchbKi moma €Bpomm». Y IIiit
MoHorpadili momaeTbcsg ommc icTopil XBOpoOM, 30KpeMa, KOPOJId
Awurmaii T'eopra III, y akoro Oyam HaCTYyOHUH IIepPeJIiK CHUMIITOMIiB:
abgoMiHAJNBHUM 0iNb, IIABUINEHHA YYTJIHUBICTh HMIKiPH MO0 COHSIYHOTO
cBiTJIa, MOABa Ha Hili BUPa3OK i pyOIiB, KPOBOBUJIMBU Ha CJIM30Bii
000JI0HIII poTa, mopyIllneHHA ncuxiku (puc. 1.2).

Pucynox 1.2 — Kopoaws Auruaii I'eopr III
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Taxi KaiHiuHI nposaBu Oyam BigmiueHi ¥ y KoposieBu IlloTaammii,
AK1I BOHaA Ilepejajia CBOEMY CcHMHY — KopoJuio Amnriaii — [[:Keimcy.
YneHN KOPOJIBCBKOI POAWMHU MAaJu TeHEeTUUYHE 3aXBOPIOBAHHA —
mopgipito, AKa XapaKTepU3yeThCA MNOPYIIEHHAM IIII'MEHTHOTO
MeTabosidMy, MiABUINEHMM 3MicTOM y KpoBi mopdipuHiB, 110
IIPU3BOAUTEL 10 (hoToceHcHOiIisalii, 3MiH y IoBemiHIli, 30yI:KeHHIO,
KOHByJbLcisgsM Tomro. Tak, ciaig marm Ha yBasi, IO, y HaII dYac,
nmopdipisg peecTrpyeTrbcss Ha niBHOui €Bponm, me ii mommpeHicTh
crkaamae 7 — 12 sunagkis Ha 100.000 HacereHH4d.

ITpukaagoM TeHeTHMYHOI XBOpPOOM, sAKAa IIPOCTEKYETLCA V
KOPOJiBCHKUX IUHAaCTI1sIX €Bpomnunu, € remodiis, 110
XapaKTEPU3YEThCA YCIAAKYBaHHAM, 3YeIlJIEHMM 31 CTaTTio —
KOHIYKTOPaMH € »KIHKM, a XBOPiIOTh — YOJIOBIKU. SIKIIO 3BEePHYTUCSA
BIJINO CTOJIiTH, IepIle 3raglyBaHHA IIpo remodiairo € Bxxke y Taamyni.
Bigome e 3axBopioBaHHS B €BPOIIi 3aBAAKHN iCTOPMYHUM MaTepiajiam
CTOCOBHO aHIJIiNiChbKOI KopoJeBu BikTopii, ska Iepemayia reMo@iairo
cBoim moukam Auricii Ta Bearpuci i, BigmmoBigHO, cuHy Jleomoanny,
AKUM IIoMep Big KpoBoTeui y Biri 30 pokis.

Y nmopanbmiomy, reMo@ijis mommpumiaaca i cepes KOPOJIIBCHKUX
oci6 Icmamii, Himeuumnmu ta Pocii. Cepen «BimoMmx» XBOpPUX Ha
remoJihito caig BKasaTtu i Ha cumHa nmapsa Mwukosau II — mapeBuua
OJekcisa, AKMA oTpUMAaB I[I0 XBOPOOy Bim mMarepi, Axka OyJjia OHYKOIO
KopoJeBu BikTopii.

3azHaumMoO, IO TeHeaJIOTiuHWHM  MeTOJ 3HAWIIOB  CBOE
IIiATBEPAKEHHSA 1 IMIpu monyadmniiHoMmMy pocJaimskeHHi. CyuacHa
IIOMYJIAIiSA IIOXOAWTL BiJ HEBEJIMKOI CcTapToBOi rpynm — e@QeKT
pomoHavaJbHUKA i OyIb-sIKa POAMHA YCIAAKOBYE SAKYCh TN€HETUUHY
inopmarriro. IHoAl NOMUMJIKM B IBOMY IIOKOJIIHHiI, TeHETHYHI

mederTu, BUABJIAIOTHCA €INHUM IIOKAa3HUKOM 3araJbHOI'0
noxom:kenHsa. Hanpurkiaan, y ®Ppanilil po3smoBCIOAKeHMNII OOUH i3
BHUJIB JAUTAYOL CJIDOTH — YycHagKoBaHa TIJayKoma. PetejnbHe

TOCJTiM)KEeHHs 3allCiB y MeTPUUYHUX KHHUTAaX 3acBifumiio, mio OijbIie
IIOJIOBHMHU XBOPMX — IIPSAMi HaIlaAKN €IMHOI HMOAPYKHBOI mapu, dKa
IIpoXKUBajia Henojarik Big Kase y o' arHagmaToMy CTOJIITTI.

Sk mpaBmyo, mpu O0araTbox CHAaAKOBHX XBOpPoOax € aHoMaJil y
30BHIIIIHBOMY BUIJIAAL JIIOAWHW, BOHM HACTLIBKM CBOEPigHi, III0
IIPUBEPTAIOTh Ha ce0e yBary 3aJ0Bro A0 KJiHiuHoro omwucy. Tak,
30KpeMa, Yy Beisackeca € mopTpeT axoOHAPOILJIACTUYHOTO KapJuKa; y
KaipcbKkoMy My3ei eKCIOHYEThCA CTATYeTKa, SAKa 300parkye TPhOX
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XBOpHUX i3 axoHapomasico. CUHIAKTHMILIA IIpocTexeHa B AHTJILL
OiapIn Hixk Ha mI’ATH HOoKoJiHHAX rpada Illprocoepu. Tak, 3oxpema,
Ha (pouTOHI cobopy Ilapusbkoi Goromarepi BimTBOpeHi Qirypu, AkKi
300PaAKYIOTH TUIIOBUX XBOPUX i3 MYKOIIOJIMCOXapUg030M
(raproisiam). Iaa mux XBOpMX XapaKTEPHOIO € BUPOMAJIMBa CTaTypa,
MHOKWHHI TOPOKM BHYTPIIIHIX opraxHiB i oueii, III0 00OYMOBJIEHO
CIIAAKOBUM IIOPYIIIEHHSIM BYIJIEBOJHOT'O OOMiHY.

IleBHMM YMHOM MHmiZACYMOBYIOUHM BHIIlEe IIPUBeIeHe, HeOoOXigHOo
BH3HATH, IO CydyacHa reHeTHuKa, a 0COO0JMBO INeHeTHKAa JIIOJAUHU, Y
HaIll Yac € OJHi€l0 3 HaWOiJBII PO3BHMHEHUX Trajy3eil HayKH, dKa
cTpiMKO HaOyBae HOBI HayKoBi Haa0aHHS, IO BTLIIOIOTHCI V
NPaAKTUYHY OiAJbHICTL 3aKJIaAiB OXOPOHU 3J0POB’d. IMILIeMeHTAIlid
IOCATHEHb T'eHeTUKU B MEIUIINHY O0a3yeThCcsAd Ha 3aCTOCYBaHHI Ta
BpaxyBaHHI MeTOHOJIOTil HOCTim:KeHb, OesdKi 3 AKHX, MaloTh OaBHi
iICTOPUYHI BUTOKU, II€epPMaHEHTHO YJAOCKOHAJNIOIOTHCA 3 YacoM,
3’ ABJAIOTHCA CYYacHi MeToau HMOIIyKYy nedeKTHUX IeHiB, BUBHAUYEHHSA
XapaKTepy VCHaAKyBaHHsS IIATOJIOTII Ta MOJEKYJISIPHOI OCHOBU
eKcmpecii resa.

1. 3. CY4YOCHi MeToOAU AOCAIAXEHHS Y MeAUNYHIN reHeTuui

HaraipbHuM € BuU3HATH, II[0 PO3BUTOK CY4YaCHOI MEIUIUHU
XapaKTepU3yeEThCA HEYXWJIbHO 3POCTAIOUMM 3aCTOCYBAHHAM HOBUX
regHeTnuHuX MeToniB. Hacammepen, 1ie 00yMOBJIEHO THUM, IO IIPOIECU
poCTy, PO3BUTKY OpraHiamy, #AK  IIpeHaTaJdbHMil, Tak 1
IIOCTHATAJNIbHUI, HABJAIOTL CO00I0 peasisallifo y IIeBHHX YyMOBaxX
cepemoBmIlla TeHETHYHOI IIporpamMu, YCIaAKOBaHOI Bia OaTbKiB.
XapakTepHa cydyacHa TeHJeHIIld — Ile 3pOCTaHHsS Barm TIeHeTHUYHO
00yMOBJIEHUX 3aXBOPIOBAaHb y CIEKTPi marToJjorii Jioguuu. IloBegeHo,
110 OiJbIIIa dYacTHMHA B3aXBOPIOBAHL MAaIOTh T'eHETHUYHi miKepesa i
BUHUNKAIOTh BHACJIIJOK B3a€MOJil MiK YHIKaJbHUM Te€HEeTHUYHUM
HabOpoOM Ta HeraTUBHUMM (pakTopamMu cepemoBuina. Pasom i3 Tum,
IIpu JAesIKUX MaTOJIOTIUHMX CTaHaX, TIeHeTUUYHUN KOMIIOHEHT
HAaCTiJIBKU IIepeBaska€, IO HMOro eKcHopecis He mnoTpedye BILIUBY
HaJAMipHIX (PAKTOPiB OTOUYIOUOT'O CepeaoBHUIIIA.

Taki B3axBOpPIOBAaHHA II03HAYAIOTLCA TaKUM TepMiHOM fAK
regeTuuyHi mopymieHHsa. Coixg Bm3HaTH, IO MOJIEKyJdApHa 0asa
eKcIIpecil rexa moJsarae y tTpaucmicii Big 6atrekiB mo Hamiaakis [THK,
AKa IIpeAcTaBJige co00I0 JiHIAHUNI HoJiMep, HOCJIiJOBHICTHL SKOTO
BU3HAUYAE XapaKTEePUCTUKY aMIHOKMCJOT KOYKHOIO IIPOTEeIHy B

_’|7_



Kosanbosa O. M., Mukmnterko A. O.
MeAWYHI TO eTUYHI ACNEKTU FEEHETUYHOTO TECTYBAHHS | KOHCYABTYBOHHSI

opraniami. Bnxacaigox Toro, 1m0 I@IIpPoTeiHM € KJIITHHHUMU
MOJIEKYJIaMM, CTPYKTyYpa SAKUX KOAYVETLCS I'eHaMM, MyTallisg y reHax
IIPU3BOAUTL 1O  HEraTUBHUX  e(QeKTiB, 110 IIPOABJIAETHCS
TpaHc(oOpMAaIli€l0 CTPYKTYPH €H3UMIB, CTPYKTYPHUX IIPOTEIHIB Ta
peryjaaTopHuX nporeiHiB. ToMk, 3aayisd BUPIIIEeHHI TeOpeTUUYHUX i
IMPAaKTUYHNX TeHeTHUYHUX mIpobjieM, 3ajIe’KHO Bia piBHA opramisarrii
JKUBOI MaTepii (monmyIamiiiHo-BUA0OBUM, OPraHi3sMeHHUM, KJIITUHHUM,
MOJIEKYJSAPHNI), BUeHiI B3acTOCOBYIOTh 1 BigmoBigHi MeTomu
mociimskeHb. I'eHeTWUYH1 JOCIHiMKeHHS IIPOBALATh Yy JEKILIBKOX
OCHOBHUX HaIIpsMaxX, 30Kpema, Iie:

- BUBUYEHHS Te€HETHYHMX IpoIeciB, AKi BigdyBaiooThCsad B
IIOIYJIAIISIX OpPraHi3MiB;

- JIOCJHiIKeHHS 3aJIe’KHOCTI NpPOosBiB cHagkoBOol iHdopmallili y
deHOTHUIII BiJi IEBHUX YMOB JOBKIJIJIA;

- BCTAHOBJIEHHS IIPMYMH B3MiHM cIagKoBol iH@opmMmalii Ta
MeXaHi3MiB IX BUHUKHEHHSI;

- BUBUEHHA MaTepiaJbHUX HOCIIB cIagkKoBoi iH@opmalii —
reHiB, a TaKoXX 1 B3aKoHOMipHocTell ii 30epiramHsa Ta mepemaui
HaIaaKaM.

IIo MeTomiB MeAWYHOI TeHEeTHKMN  BIJHOCATh  HACTYMIHIi:
regHeaJIoTiuHuii, OloxXimMiuHMIA, I[MTOJIOTIUHUI, MOJEKYJISIPHUHA,
iMyHoJIOTiUHNY. 3HAMEHHUI BIJINB HA PO3BUTOK MEIMYHOI reHeTUKU
3po0MJIN PEe3yJabTaTH XPOMOCOMHOI'O BUBUEHHS, TeHHOI0 KapTyBaHHS
i cekBenyBauHsa J[IHEK.

I'eneanoziyune 0ocaidxycenHs TPOBASUTHCS MLISAXOM OIINTYBaHHSA
3aJJid OTPUMAaHHA iH(opMaIlii om0 cTaHy 3A0pPOB’s JIOAWHU, TaK
3BaHOTO, IIpoOaHZa, CTOCOBHO SKOI'0 IIPOBOAUTHLCA TeHETUUYHEe
mocaimxenus. HeoOxigHoo yMOBOIO peasisallii ILOTO METOLY €
3 ICYyBAHHA ciMellHOro aHaMHe3y, HASBHICTH IIOAIOHOI maToJioril
cepen poxuuiB oocreskenoro. HeobxigHo oTpuMaTy BiIOMOCTI TaKoOMXK
i mpo momepenHe obCTe)KeHHS, JiKyBaHHSA, IK aMOyJaTOpPHO, Tak i B
cramioHapi. BakJamBuUM eTamoM BCTAHOBJIEHHSA JiarHO3y € OI[iHKAa
desoTHNY IIPOOAHAA i UJIEeHIB HOro poauHU. SIKINO YJeHU POAUHU He
IOCTYyNIHi, TO BHBYaAKOTh ixX ¢Gororpadii. JIikap mOBUHEH 3BEPHYTU
yBary Ha OymOBY Tijla O0OCTe)KeHOro, pucCH IOoro oO0Jmuus, CTaH
KiCTKOBO-M’sI30BOi CHCTEMM, MHOBEAIHKY Ta iHIIML XapaKTepUCTUKH,
OCKiJIbKU OiJIBIIIICTh CIIQAKOBHX 3aXBOPIOBAHb AaCOIIOETHCS 3
pisHUMU CcTUTMaMU AuceMOpioreHesy, 3aTPMMKOIO (pismUyHOTrO Ta
PO3YMOBOT'O PO3BUTKY.

-18 -



Posain |
MeANYHA TEHETUKA SIK TOAY3b CYYACHOIT MPAKTUKMA

TakuM 4YMHOM, BHM3HAEMO, IO yV MeIWUYHINI TeHeTHIli
reHeaJIOTIYHMN MeTOJ IIocilae 3HAauHe Miclle, MeTa dAKOIro —
BUSABJICHHS MEHIeJI0I0U0l O3HAKM y POAMHI i TUIIy cmagKyBaHHSA. 3a
MOT0 JOMOMOTOI0 BCTAHOBJIIOIOTH TI'€HOTUII OCOOM Ta BUPAXOBYIOTh
MMOBIpHICThP MNPOSABY II€EBHOI O3HAKM y MaHWOyTHiX HaIaIKiB.
I'eneasioriuHnii MeToJ 3HANIIIOB NpPaKTHUYHE 3aCTOCYBAaHHS TaKOMX i
IIpY OOCTiMKeHHi JIIKapsAMU XBOPHUX i3 3aCTOCYBaHHAM MHOT'0 OTJISALY
Ta BUABJIEHHS BiAXWJIeHb Yy 30BHIIIHBOMY BUTJANlL, K1 HACTLIBKU €
cuenudiyHIMH, IO MTO3BOJISIOTH OIMCATH iX y (popMi cuHAPOMIB Ta
HO30JIOTIUHUX (opM.

Cunopom Eanepca-lannoca onmcaHo Ha modyaTKy XX CTOJITTA
nBoma nepmartoJsioramu E. Exepcom i3 Ilamii Ta A. O. Ilaniocom i3
dpaHIIii. BcranoBaeno, 110 CUHIPOM Enepca-Ilanioca
gycTpiuaeThcsa, npuHaiiMHi, y oxuiei 3 5000 ocid6 y Bchomy cCBiTi.
CuHIpPOM BiJHOCHUTBLCS OO CHAAKOBOI IIaTOJIOTII CHHTE3y KoJareHy
TKAaHUHN, IPOABJIAETLCA XPOHIiUHMMHU OoJAMHM B  cyrJjodax,
«TrimepejacTUYHICTIO» MIKipu, rimepmobinabHicTIO cyriaobis (puc. 1.3,

"a” 1 70”), y momaiabIioMy, MOMKJINBUM PO3BUTKOM PO3IIAPYBAHHSA Ta
PO3PUBY aOpPTH, IO, 3a3BUUYAll, IIPUBOAUTL OO IIEepefYyacHOl cMepTi

XBOPOTO.

”_n

Pucynor 1.3 — ”"a” ta "6” - XBopuii i3 cuagpomom Enepca-Ilanioca

Tak, 830Kpema, (paHny3bKuil XyAoKHUK Tyays JloTpek
(Toulouse-Lautrec) Tako:x mMaB reHeTuuHe 3aXBOPIOBAHHA (CUHOpPOM
Tynrysa Jlompekxa), 10 TPOABIAJOCH HAedeKTaMu MiHepaJbHOTO
MeTaboJidMy 3  SOBHIIIHIMM HOpodABaMHM —  aXOHJPOILIAa3sid,
OCTeOoIIeTPOo3, HeJOCKOHAJNM ocTeoreHes (puc. 1.4).
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— Xyno:xxkHuk Tynays Jlorpek

IIpozepisa — 1le HaA3BUUYAWHO pPiAKicHe 3aXBOPIOBaHHA, III0
3yCTpivaeThCcsd B OJHOMY BHUIAAKYy Ha 8 MiJbHOHIB, HOCHUTBL 1 iHIIY
Ha3By — «XBOpoOa mpucKopeHoOro crapimus» (puc. 1.5). Tpusaiictb
SKUTTA IIUX XBOPUX AOPiBHIOE 13 POKiB, AeAKi 3 HUX JKMBYTH JIHIIIE
no 20-jgiTHBOrO BiKy. IIpm mpomMy, AJsd BCiX IMUX XBOPUX IPHUTaAMaHHI
OJHaKOB1 (pi3MUHI XapaKTEePUCTUKU.

Pucynox 1.5 — XBopuii Ha mporepiio
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YueHi 3BepTajm TaKOK yBary i Ha Imepemady o0JapOBaHOCTI.
3aBOAKM TpalsaM aHrJgdilicbKoro BueHoro @, 'amproma (1822-
1911 poxku) Oyao BakKJaJeHO OCHOBY Te€HETHKH PO3YMOBUX
3mi0HOCTEeM, IIPU IIbLOMY, BiH CTBOPUB TaKy CIlelliaJIbHY rajly3b HayKU
reHeTUKU AK €BTeHiKa 3 MeTOI0 BU3HAUEHHSA HAIIPAMIB i TEXHOJIOTiN
YIOCKOHAJEHHA  JIIOAWHW, a TaKOX  3allpoIIOHyBaB  CIIOCiO
imenTudikamii goguEM 3a BimOuTKaMmu najablliB. To0To, BU3HAEMO
Take: came @D. ['ajgpbTOH cTaB B3aCHOBHUKOM JaKTHUJIOCKOIIII Ta
IepmaTorjiciku.

Bioximiyni memodu, IO 3aCTOCOBYIOTHLCA y TeHEeTHIl €
piBHOMAHITHUMM, IIOUMHAIOUM BiJ IMONYJAIINHUX CKPUHIHTOBUX
IIporpaM AJs HEMOBJAT 13 MeTOI0 BUHABJEHHA (PeHILIKeTOHYypil Ta
rajgakTodemii. KpiM 1mboro, TakoX 3aCTOCOBYETHCSA ITUPOKUMN CIIEKTP
O0loXiMIUHMX MOOCJIiKeHb 3aJid BUSABJIEHHS <«BPOIKEHUX IOMMJIOK
MeTaboJIisMy» — 3asHaAUeHO |y BigmoBigHOCTI HO0 TepMminHy,
zanpornoHoBaHoro I'appoagom. BioxiMiuHi MeToAu BUKOPHUCTOBYIOTh
IJIsI  OIarHOCTHUKHM  CIAQAKOBUX 3aXBOPIOBaHb, IIOB A3aHUX i3
IMOPYIIIEHHAM OOMiHY peuoBHMH. 3a IXHBOIO [IOIIOMOTOI0 BUSABJIAIOTH
OiIKM, a TAKOXK IIPOMIisKHI IIPOAYKTH OOMIiHY, AKi € HEeBJIAaCTUBUMMU
JTaHOMY OpraHisMoBi, IO CBiJUUTH IIPO HASABHICTL 3MIHEHUX
(myTanTHUX) reHiB. Bixke Bimomo mouan 500 cmagkoBUX 3aXBOPIOBAHb
JIOAVWHU, 3YMOBJIEHUX TaKUMU reHaMU.

3a xapakKTepoM MeTal0OJIiUHMX PO3JaLiB BUALIAIOTH HACTYMIHI
reHeTUYHi MaToJOTiuHi cTaH!:

-IOpYyLIeHHA OOMiHY aMiHOKMCJIOT: aJKaITOHYPis, THPO3UHOS3,
(deHinmipoBuHOTrpasHa oJiroppeHisa;

-TmopyuieHHAa oOMiHy JrimiziB: xBopoba Himama-Ilika, xBopoOa
T'o1r1e;

-IIOPYIIeHHsS  MiHepaJbHOro  OOMiHY: remaTrolepedpasbHa
IucTpodisd;

- IIOPYIIeHHs OOMiHY BYIJIEBOJIB: rajJakTo3eMis, (ppyKTo3ypisd;

-TopyIineHHsa OimipybimoBoro obwmimy: cmaapom Kpuriepa-
Ham:xapa, cuagpom [labina-/l:xoHcoHa, Potopa.

BesymoBHO, ciisi 000B’A3K0OBO IIPOBOAUTH KJiHiuHe OoOCTE)KeHH,
3aIIPOBAIUTHU ITOMaTKOBI IIpoIleypu, 1110 IMONITUPIOBAaTHIME
IiarHOCTUYHUI MOIIYK KOHKPeTHOI martoJorii. Tak, HanpukJam, opu
BCTAHOBJIEHHI Y KJIHIYHOMY aHaJidl KpPOBI piBHA 3HUKEHHSA
reMorJio0iHy i MoOp(doJoriuHO 3MiHEHMX epPUTPOIIUTIB, HEOO0XimgHO
IocaiguTy piBeHb OLIipybdiHy KpoBI Ta mpoBecTu ejgeKTpodopes
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reMorJio0iHy. SIKIIO IpM PEHTreHOJOTiYHOMY OOCTeKeHHi KiCTOK €
O3HAaKU OCTeOomopo3dy, acelITU4YHOro (emMoparbHOTO HEKPO3Y,
OCTEOMieJiTy, IO MOEAHYETHCA 31 crenudiuHOIO (POPMOIO uUepella,
IMOJiJaKTHUJIIEI0, TO IIe MOKe BKa3yBaTH Ha T'eHEeTHYHO OOYMOBJIEHY
reMOJIITMYHY aHeMio. BigomocTi, oTpuMaHi IIpu OIMUTyBaHHI
ImpobaHga, OIiHKa (PeHOTHUIIY HAJal0Th MOMKJINBICTD CKJIALaTH POAOBIL
i 3poOmMTHM BHUCHOBOK CTOCOBHO VCHaAKyBaHHA marToJorii ra Iii
xXapakTepy.

ImyHnozenemuka JIOAUHU BUBYAE TEeHETHUKY TPyl KpPOBI Ta
TKaHUHHUX aHTureHis. Cucrema rpyn kpoBi ABO Oyia Bigkpura e
y 1900 porri. ITikaBi crmocrepe:xenHusa 0yau 3pooJeHi Bxxke y 1911 pori
B rocmiTani rpembkoro wmicrta CaJioOHIiKM BiliCBKOBUMHU JiKapsaMU-
moApPyKKAM I'mpiidenss. ¥ rociitaab HaAXOAUJI0 0araTo ImopaHeHnX
i3 apmii AHTaHTH, IPUUOMY, OCi0 pisHMX HamioHaJabHOcTel. JIiKapi
T'mpmdenasn mpoBen aHadi3 TPyn KpoBi y ocid, SKi Halexaam Oo
Pi3HUX eTHIUHHUX TI'PYyN 1 oJep:Kaju IUBHI cBimueHHsA. Tak, 30KpeMa,
cepen Ppi3HMX pac Ta HaAPOAHOCTEM TPYyIM KPOBiI PpO3MOAiIAJINCS
HepiBHOMipHO. Hapmamai, 1eli HayKoBUH HaAIIPSAM [IOCJIiIKeHb OYB
npomos:xkenuii. ¥ 1954 pomi B Oxcdopai A. Myppeir ony0OsiKyBaB
MoHorpagiio «Posmominm rpyn KpoBi B JIOAMHU». 3a IHOTO
cBijuenHaMu, BuaBmiocs, 1o 80,0 % amMepumKaHCBKUX iHAIaHIIIB
MaioTh I rpymy KpoBi, a III — IV-1 — y Hux He 3ycrpiuaerbecsa. IIpu
nmpoMy, y: a)kureygiB Immii — 50,0 % i3 IIl-fo rpymoro KpOBi;
0) mBexiB, aTuaH, (piHIiB — yacriime 3ycrpivaerbes II-ra rpyma KpoBi;
B) abopureuniB Ascrtpaiii — 0-Ba rpyma Kposi.

Tosk, icmye Oararo kKjgacudikamiii camMmx TpyI, AedKi 3 HUX,
moope Ham 3Hariomi — mme O, A, B u AB, a TakoX pesyc, iHIIII — MeHIII
Bimomi, HampukJjaan, cucremu [Haddui it Kenna. IIpu crangaprTHOMYy
MAacOBOMY OOCTEeKeHHIi aHaJII3yI0ThCs, 3a3BrUUail, ABAaHAAIATL CHCTEM,
3a JeKiJbKoMa pisHUMU (opMaMu y KOXKHIH.

AJje, BeJuKa pi3HOMAHITHICTL cHCTEeM HOPOIKeHa 30BCIiM
He3HauHOIO0 KiJbKicTio reHiB. Illanc BusaBuTH y [ABOX, MJOBLIBHO
o0paHMX, aHTJIINIIIB Ty K caMmy Kom0OiHaIiio i3 Bcix 12-Ttu rpyn KpoBi
— NIpuOJM3HO, OOUH Ha TpM TucAYi. Pe3yc-mo3uTHUBHI BJIACTHUBOCTI
KPOBi — meTepMiHOBaHi goMiHaHTHUM reioM Rh'; pesyc-mHeratuBHi —
pernecuBauM reiom Rh-. Ilpu mpomy, y Jrozei eBpoieiichbKoi pacu —
Rh* — 84,0 %; Rh~ - 16,0 % Bunaakis. 3acBiguumo i mpo Taxe: B
oci0 came HerpoimHol pacm # abopurexmiB ABcTpaJyii — peasyc
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KOH(}JIiKTYy, B3araJji, He icHye (Rh* — 100,0 %), a y MoHTO0JI0igiB —
99,0 — 100,0 %.

IIpusuaemo i Te, 10 BaromMme 3HaYEHH AJIA IMYHOJIOTII i, y IIepIry
yepry, AJs TPaAHCILJIAHTOJIOTil, Ma€ CTBOPEHHS Ta 3400YTKM B HaAYIIi
IIpo aHTUreHm cymicHocti — 1me cmcrema HLA (human leukocyte
antigen). CimeiicTBo renis HLA 3a0esmneuye meBHY iHCTPYKIiIO AJId
rpynu IIPOTeiHiB, BiAOMUX, SK KOMILIEKC AaHTHUTE€HIB JIEMKOIIUTIB
JIOOIUHU. AK1 JoIloMaramTh IMYHHiN cucTeMi BiIPi3HATH CBOI BJIacHI
IIPOTEeIHM BIiJ «Uy:KHUX» MPOTEIHIB (HAIIpUKJIAL, AK1I MICTATHBCA y
OakTepiax abo Bipycax). Cucrema HLA — 1me KOHCTHUTYTHUBHO-
KJIOUOBUI KOMILJIEKC CYMICHUIITBA TKaHWUH, SAKUNU IIpeJcTaBJIEHO
cimelicTBOM TreHiB, AKi mpucyTHi y 6araTboxX BuUAiIB. ¥ JIOIUHU —
KOMILJIEKC CYMICHMIITBAa TKaHUH HaJjiuye Oiabim HiK 200 renim, aki
posTaimioBaHi pasdoM Ha xpomocoMmi 6. Ilpm mbomy, TeHH I[HOTO
KOMILJIEKCY PO3IOoAIIAI0ThCI, 30KpeMa, Ha TPM TaKi Kareropii —
kaacu: I-i1, II-11, III-i1. Ilopan i3 muM, BCTaHOBJIEHO acoIllialliio reHiB
cucremu HLA Ta meBHHMX 3axBOPIOBaHb, 30KpeMa: aHKWJIO3YIOUMH
CIIOHJIJIIT, IOBEHIJABHMI IiJiomaTHMYHUN apTPuUT, HaPKOJeIcid,
IIcopiaTHYHUMN apTpPUT, XBopoba Bexuera.

Braciigoxk BimkpurTsa ta gopmasisaiiii cucremu HLA 3po6senHo
HaWOiIBIING HOPOPUB y TpaHcmjaHTojgorii. Panximie, TexHiuHO Ha
BIICOKOMY PiBHi IIpoBejeHi omepariil, Tepmijnm, 3as3Budail, (piacko —
rmepecajskeHi opraHm BigTopranucsa. SaBAAKH IIizbopy opraxHiB
ITOHOpa 1 pernmumieHTa Ha 3acazax BuxkopumcrtaHHs cucremMu HLA Ta,
BiIMOBiAHO, ¥ IHIIMX METOAUK — BIAEThCA BPATYBAaTHU BeJUKY
KiJBbKICTh JIOAEeN Yy pPe3yJbTaTi YCIIITHO IIPOBEAeHOl oIlleparrii I1o
Imepecajalll opraHis.

Ionynayittno-cmamucmuyHuil. memod — [a€ MOMKJIUBICTD
BUBUYATH YaCTOTH 3yCTPidvaJIbLHOCTI ajiejiell y MOMyJaAIliAX OpraHismis,
a TaKOK TeHeTHMUHY CTPYKTYPY caMmux momyJdAiiii. KpiMm resermkm
IMOMYJAIiM, MOr0 3aCTOCOBYIOTh 1 Yy MeAWUHIN T'eHEeTHIll — 30KpeMa,
3aJlJIS BHUBUEHHS IIOIIMPEHOCT1 MEeBHUX aJejell cepen JioAen
(rOJIOBHUM YMHOM y THUX, V AKUX BUSABJIAKTH Ti UM iHIIN cIagKoBi
3axBOpIOBaHHA). [JlasA 1bOro BHOIPKOBO MOOCHiIKYIOTh YacCTUHY
HAacCeJeHHA IIeBHOI TepuTopil Ta CTAaTUCTUYHO OOPOOJIAIOTH
oJlepsKaHl maHi.

Bausnwkosuil memoo moadArac y BUBUeHH1 OQHOAMNIIEBUX OJIM3HAT
(opranismiB, sKi moxoaaThk i3 oxHiel surorm). OpHOANIEBl O0JM3HATA,
3a3Bmuaii, ogHi€el craTi, 60 MalOTh OAJHAKOBI reHotunu. Jocaimxynoun
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Taki opraHisaMm, MOXKHA 3 ICYBATH Ta BCTAHOBUTHU POJIb I BaroMmicThb
YNHHUKIB JOBKiJJIsA IIpu (GopMyBaHHI (eHOTUNy MHeBHOI ocoO0mu:
pidHUII XapaKTep IXHLOI'O BILIMBY 3YMOBJIIOE PO30iKHOCTI Y IPOABY
TUX YU 1HIIUX CTaHIB JIedKUX O3HAK.

Iumozenemuyuruii memo0d TMPUSHAUYEHUN IJIA OIIHKU KapioTUIly
JKIBOTO OpraHiaMy i TI'DPYHTYEThCA Ha peldyJbTaTax MgOCJJiIKeHHS
0CO0JIMBOCTE XPOMOCOMHOIO Habopy opramisamiB. Tak, y 1ii
ILUIOIIMHI, came 1956 pik OyB IIepeJIOMHMM MOMEHTOM B icTopii
Mean4YHOI reHeTuKMu. I[boro poxky OyJi0 BUSBJIEHO, IO AWUILIOIMHUNA
Habip xpomMocoM cTaHOBUTH 46 (a He 48, AK HpUITyCKaJMW paHiIe).
ITikaBo, 110 IIe BimOyJ10Ccsa uepes3 TPU POKU MicJIsd BIIKPUTTS IIOABIHOI
crpykrtypu ITHEK, 1o #I momoMorjio BH3HAUUTU pPeabHY KiJIbKiCTh
XPOMOCOM JIOAMHMU.

3asHaumMoO, II10, 30Kpema, y 60-x — 70-x porax pisHi meTommu
nudepenmiiaoro ¢apOyBaHHSI XPOMOCOM PO3BUJNCA HACTLIbKU
VCILIMHO, IO MJO3BOJMJIM H0o0AUMTH, BiATBOPUTH 1 MOKasaTu
IMO3J0BIKHIO BHUEPIIHICThL CTPYKTYpu xXpomocoM. IfoOpe BupakeHU
3pa30K IUX <«CMYKOK» MHTO3BOJHUB I1IeHTHU(pIKYyBaTU BiKe KOXKHY
XpoMocoMy. BuBUeHHsS KapiloTUIIY MO03BOJISIE BUABJIATH MyTalil, saKi
IMOB’A3aHiI 31 3MiHOI0O AK KiJIBKOCTI XpOMOCOM, TaK i CTPYKTypHUu
okpeMux i3 HuX. KapioTumm mgociaifKyioTh y KJIITMHaAX Ha cTamil
Mmeradasu, 00 y el mepios KJIiTHHHOTO MUKJIY, CTPYKTYypPa XPOMOCOM
BUpakeHa HamuiTkime. Ileit wmeTom OyB 3acTocoBaHUM 3amjd
TOCIIII;KeHHSA KJIITMHM Yy MNeBHin ¢asi posmomiay, Tomi i crTajio
MOKJIMBUM Ji3HaBaTHCA IIPO HaWMEHIIL mgeJjerrii Ta mepeOynoBm y
CTPYKTYypl mmx xXpomocoM. BrkaszaHe /A0 B OCHOBY OIHUCY
reHeTUYHUX CHUHIPOMIB.

Buznaemo i mpo Te, IO Iie BIAKPUTTA OYJIO BaKJIUBUM IJIs
MEeIUIIMHYN, OCKLJIbKM, PO3BUTOK TEeXHIKM 1 TEeXHOJOrill TOoro uacy
IO3BOJINB BIPOBAAUTH XPOMOCOMHMII aHaJNi3 MmJA BUBYEHHS
3aXBOPIOBAHHSA Ta IIOCTAaHOBKHU Jiar€Ho3y. MeanuHa reHeTuka, IO He
BBasKaJiacsad KJiHiIUHOIO AuciuIinIinoio go 1956 poky, omep:kaja cBiil
«IIpeaMeT» IJisd BUBUEHHS — AAPO KJIITHMHM, TaKMi JKe, K ceplie y
Kappgiojiorii I HepBOBa cmcCTeMa — B HeBpoJorii. Bynm ageraabHO
OmMcaHi aHoOMAaJIil KiJIbKOCTL Ta CTPYKTYPU XPOMOCOM IIPU BPOIKEHUX
IIATOJOTIUYHMX CHHAPOMAax, TaKux AK Tpucomia 13 i 18, a Takox
pisHOMAaHITHI TpaHCJIOKAaIlil, HAejelrii, mos3aluHicTbh, i TpmiIoimii (y
TKAHUHAX CIIOHTAHHUX a0OpTiB).
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Y 1959 pomi Jerome Lejeune onmpuJiogHUB MHEpPINi pe3yJIbTaTU
IOCJTiI)KeHHsI Ta BuUBUeHHA (pidpobiacTiB mripu miTeil i3 XBopobOOIO
Hayna. Ilpu 1mpomMy, AOCHIZHUK BUABUB y BCiX KJIITHHaX TPHCOMIIO
mo 21-#1 xpomocomi (puc. 1.6).
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Pucynok 1.6 — Kapiotun 4dojioBika 3 cuaapomom JlayHa Tpicomia
21 (47, XY, +21) magBHicTh, JOAATKOBOI KoIrii Ha xpomocomi 21

Ilizmimme, BiKe OyJm BUABJEHI ¥ iHHIII aHOMAaJil KiJbKiCHOIO
CKJIaZy IIOJIOBUX XPOMOCOM IpM cCcHHApoMax 'TepHepa 1
Knattndpenasrepa. Hagmani, y 1960 pomi — Oyam BigKpuTi 3miHM
XPOMOCOMHOI'O CKJIaAy NPH XPOHIUHIN JeMKeMil, II0 HigTBepANJIN
paHillle 3aIlpoIIOHOBaHY 1 pempedeHToBaHy T. BoBepi XpoMocoMHY
Teopilo paky. I, 3a ocraHHBOIO, HMiATBEPAKEHO, IO OAWH Pi3HOBUL
JIeIK03y OYB II0B S3aHUM i3 3aliBOI0 YACTKOBO JeJIeTUPOBAaHHOI0 21-01
XPOMOCOMOIO, II0 OyJa Has3BaHAa 3a MicIleM HPOKWBAHHSA IAIlieHTa I
IOCJIiTHUKA, IO Bigkpus ii — Pinagens@iticbkoio xpomocomoio (Phl).
Po3BuTOK TexXHiIKM Ta TeXHOJIOTill aupepeHIiaabHOro (hapOyBaHHSA
xpomocoM 1re y 1973 porri 3acBigumam mpo Te, 110 3aiiBa XpoMocoMa
22, a He 21, i 110 3MiHeHa, Yy IIbOMY BHUIIaQJAKY, AaHOMAaJIbHO KOPOTKAa
Ph1l xpomocoma — pesyibTraT, OiJIBIIIOI0 Mipoio, TpaHCJaOKAIil Mixk 9-i1
i 22-1 xpomocoMaMm.

Ileit wmeTom B3acTOCOBYIOTh 1 IIpM CcHUCTeMAaTHIIL OpraHismis
(kapiocucremarurka). Tak, 30Kpema, 6araTo BUAiB-ABIiHUKIB (BUIiB,
AKUX BaKKO, a, 1iHOJi, HABiTh HEMOJKJIMBO PO3IIi3HATH 3a iHIINMMN
0COOJIMBOCTSIMM) PO3PiISHAITHL 3a XpomMocoMHUM Habopom. Taki
BUNAJKN BiIoMi cepen KoMaX, B3eMHOBOJAHUX, T'PHU3YVHIB TOIIO.
Hampuknan, y 30-ti poku XX crTopiuus BUeHi 3BepHYJIM yBary Ha
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pidHy dYacCTOTy B3axXBOPIOBaHb MAaJAPI€EI0 y pO3TAIllOBAaHUX IIOPYY
MicieBocTAX. JlocaimskeHHA  KapioTumy MaJAapiiHOTO Komapa
3acBiIUMJIO IIPO Te, IIO Ile He OAWH BHUJ, SIK BBasKaJu paHilie, a
KOMILJIEKC BUIIB-ABIMHWKIB: OJHI 3 SAKMNX IIEPEHOCATh 30yIHUKIB
MaJapii, a iHm — HiI. Ha cyuacHomy piBHI 1meii MeTonm BiKe
IOIIOBHEHNII HOBUMH pPO3POOKaAMM Ha MOJIEKYJISIPHOMY pPiBHI @I Mm
MaeEMO IIOBHE IIPaBO POIIJIAJaTH aHATOMil0 JIOACHKOIO IeHOMY 3a
IOIIOMOT'0OI0 METOJIB KJIIHIUHOI IIMTOT€HEeTUKMH.

Moanexyaapruii 0diazno3 6 zeHemulyi 3aCHOBAHO Ha JOCJIiIKeHHI
IHEK, axy Mo)XHa OTpUMATH i3 KPOBi, PifH a00 TKAHWH OpPraHidMy
3 METOI0 BUSABJIEHHS aHOMAaJili, gKi cBiguaTh IIPO NIEeBHI IeHEeTHUUYHi
nmopyiieHHss. CTocoBHO (PYHKIIII T'eHIB BUABJIAETLCA IIiIBUIIEHHS
excmpecii abo iHakTuBalia i, HaBiTh, moBHaA BTpara (yHKIi. IIpu
IIbOMY, B OCHOBi, IIepeBa’KHOI OiJbIIIOCTi, Cy4YacHMX METO/iB
MOJIEKYJIAPHOL MiarHOCTUKU, JEeKaTh TPU IIPUPOIHUX SBUIIA.

Ilo-mmepime, KoMIIJIeEMeHTapHA B3a€EMOIisd HYKJEIHOBUX KUCJIOT, 34
PaxXyHOK AKOI MOKHaA 3AiliCHIOBATH TiOpuAMBAIliliHy B3a€MOil0
nocaim:xkyBanoro 3paska /[IHK a6bo PHK 3i cmemugiunoio mpo6oio
(Bormom). Ilo-apyre, BUKOPHUCTOBYETLCA 3MATHICTh iIMYHHOI CHCTEMU
BUPOOJIATH AaHTHUTiJIA, SAKI MOMKYTHL cHenudiuyHO B3aEMOIiATH 3
PI3HUMM MOJIEKYyJaMU 1 MOJIEKYJIAPHUMHI KoMILiekcamu. Ha mpomy ok
IIPUHIUIL 3aCHOBAaHI TaKOMK TaKl BayKJMUBI MeTOIU AOCJJiIKeHHS SIK:

riopuguzaiia mo Caysepny 1 Hosepu-ribpugusaiiisa; amasris
eKcIIpecil TIeHiB 3a JOIIOMOIOI0 OJIITOHYKJEOTHIHUX MiKpO- UiIIiB;
mojaimMepasdna JgaHmorora peakmia (IIJIP, PCR) i mnomimepasHa
JIAaHITIOTOBA peakKIris B pe:xuMi peasbHOro yacy (Real Time — PCR a6o
RQ PCR); anaxais mepsuHHOI mociigoBHocTi /[THK (cekBenyBaHHH);
MeTo (hayopecieHTHOI riopuausarnii in situ (FISH).

Caig Bu3HATH 1 mpo Te, IIO caMe 3a AOIOMOTOI0 TiOpPHMIOMHOI
TeXHOJIOT1l MOKHAa OTPUMYBATH MOHOKJIOHAJIbHI aHTUTILJIA 13 3aIaHOIO
cuenu@iuHicTIO i B HeoOXimHiN Kiabkocri. Coemudiuni amTHTiIa
3aCTOCOBYIOTh, 3a3BUUall, 3a/Jid BU3SHAUEHHA iIMYHO(pEHOTUITY KJIITUH
IIpu IIpoBeAeHHI iMmyHopepMmenTHoro amamnaizy (IPA a6o ELISA) rta
aHaJizy OinKiB 3a gomomoror Becrepu-6sior. Ilpm nwomy, 3a
JOIIOMOT0OI0 aHTUTIJ BHU3HAUAIOTH TAKOMK 1 IPyIM KpPOBi, 1 iMyHHY
CYMICHICTH JOHOPIB Ta PEIUIIIEHTIB KiCTKOBOT'O MO3KY.

3a3HAauYMMO 3 I[bOT'0, IO P METOAIB MOJIEKYJIIPHOI JiarHOCTUKU
0asyeThcsd Ha 3JaTHOCTLI ocoOJumBuUX (PepMeHTIiB — eHJOHYKJIeas
pecTpukiIlii abo pectpurTas posilenaoBatu [IHK y xapaxktepHux
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HYKJIEOTUAHUX IOCJHiZOBHOCTI (caiiTax), pO3IIidHaBaHHA AKUX
o3HaueHO cHenupiuHicTIO pecTpmKTasm, IO B3aCTOCOBYEThCA. 3a
TOIIOMOT'OI0 PEeCcTPUKTa3 i cumenu@PiuHUX 30HIIB, KOMILJIEeMEeHTapHUX
mocaimyryBaHin minsgHi reHomHol JTHK, mMo)kHa BuaBIATH MyTalrii
reHiB, SKi IPU3BOAATH MO0 PO3BUTKY CHAAKOBHUX a00 OHKOJOTIUHUX
daxBopioBaHb. Toxk, mocaimxkenusa [[HK e BaxkJuBuM 1J1d IpaKTUUIHOL
MeIUIMHN Y IJIOINHI JiarHOCTUKU CIaJAKOBMHX 3aXBOPIOBaHb TaKUX,
HaIIpUKJaL, AK  MYKoIIoJicaxapimo3, remodiisg, Tajgacemis,
CepPIOBUAHO-KJITUHHA aHeMisg, XBopoba AJibliefiMepa Ta iHININX.

I'enomunyeanuam (AHK-munysannsa). Hna nopanpmioro i
IIOTJINOJIEHOTO0 TeHEeTHYHOro aHaJidy MoxKe OyTHm BUKOPHCTaHA
METOAMKA OIIHKU HOOoJIMOp(}idaMy MHOBXKUHU PECTPUKTAMIMHUX
(parmenTiB JIOKycy XpomMocoMu. lcToTHi BimMiHHOCTI OB a3aHi 3
ToukKoBUMM MyTamiavMu. Y 1985 pomi A. Jeffreys omwmcas
rimepsapiabesbHi MiHicaTe iTHIi IIOCJIiJOBHOCTI, B OCHOBI1
mojaiMopdizMy AKUX JIEKHUTh B3MiHA YHcJIa KOIIM KOPOTKUX
TaHAEeMHUX MOOBTOPiB. PiBeHb 1bOoro mosiMmopdismMy Takuii, 1mio0 Opu
Bukopuctanui npo6 [ITHK, imosipHicTs 30iry KapTtuH ridbpmamsarii
IBOX HECIIOpPiZHEeHUX ocid cKJaze MeHIIe OAHiel CTOMiJIBIAOHHOI.
OnmHak, y oci0, III0 CKJIaJal0ThCs B CIIOPiHEHHI, OijbIle IMaHciB MaTu
OMHAKOBl TI'eHM, OCKIiJbKM, Yy HUX 3arajJbHuu mnpenok. Ileir meTon
ollep:KaB Ha3BY 2eHOMHOL daxmuJaockonii abo /ITHK-punzepnpuum. ¥
HaIll 4Yac, BKas3aHWN MeTOJ BUKOPHUCTOBYETLCA 3aIJsd BU3HAUEHHS
OaThKiBCTBa i, TaKoXK, y KpuMiHagictuii. Ile cBiguuThs mpo Te, IO
pes3yJibTaT  T'€HOTUITYBAaHHS  MOXKHA  BHKOPHUCTOBYBATU  OJsd
YTOUHEHHSA ciMelHuUX BigHocuH. YwmMm Oijgbime y [ABOX JIOAein
OMHAKOBUX TIeHiB, TUM OiJBLIIOI0 € MMOBipHIiCTH, III0 BOHU POAUUI.
Or:xe, dheHomeH moJgimMopidaMy  TOBXKUHU PECTPUKIIITHUX
dparmentis JITHK BUKOpPHUCTOBYETHCA y Pi3HUX 00JacTAX MeIMUYHOI
FeHeTUKM — BiJl IIMTOT€HETHWYHOI MIarHOCTUKU OO0 TeHEeTHUUYHOTO
KOHCYJIbTYBaHHS.

Kapmyeannsa cenié — BU3HaAUeHHA MiCIld TeHIB y XpOMOCOMi
IIPOBOAUTHLCA 3a [JOIOMOTOI0 BUKOPHUCTAHHSA HACTYIIHUX METOOUK:
¢ismunux (BM3HAUYEHHsS 3a [JOIOMOIOI0 PEeCTPUKIIHHUX Kapr,
eJIEKTPOHHOI MiKPOCKOIIil Ta JeAKUX BapiaHTiB eJeKTpodopedy MiK-
reHHUX BiJcTaHeil — B HYKJEOTHIAX); TeHEeTUUYHUX (BUBHAUYEHHSA
yacToT pexoMOiHamii MisK reHamMu, 30KpeMa, V POJOBOMY aHaJizdi Ta
iH.); nuroremermuHux (ribpmausaiia in  Situ, OTPUMAaHHSI
MOHOXPOMOCOMHUX KJIITMHHUX TiOpuaiB, AejerniiHuii MeTond Ta iH.).
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PesyapTaToM IIUX JOCJTiAKEeHDL € MOOyAOBa reHeTHYHOI KapTu — ToO0TO,
rpapiuHe 300pasKeHHsS XPOMOCOM i3 3a3HaueHUM MIOPAIKOM
posTallryBaHHs TeHIB Ta QopmMaJisalia Bigcrami wmisxk Humu. Ha
reHeTHNYHUX KapTax IOo3HaueHO, 30KpeMa: HOMep I'Pynu 3UelJeHHsd,
Has3BU Te€HiB; BiJicTaHb A0 HUX BiJ OJAHOTO, 3 KIHI[IB XPOMOCOM,
IIPUNUHATOTO 3a HYJBOBY TOUKY; 1HOAI — Micle poaTallryBaHHSA
IleHTpoMepu. I'eHeTMYHI KapTu MAalOTh CYTTEBE 3HAUeHHA MOJd
IIPOBEIEHHSA CeJIeKI[IITHOI pOo00OTH, a TAKOMK MJIs JiarHOCTHUKM BasKKUX
CIIAAKOBHUX XBOPOO JIIOAWHMN.

3acBigumMo i mpo Te, IO IEPIINM TI'€HOM, SKWHA KapTyBaJu Ha
cuenu@iuHiii XpomMocoMmi y Oararbox BHAIB, OyB OJZHHM i3 TeHiB
manbToHidMy. Tak, soxkpema, y 1911 pomi, mutogor E. B. Wilson
BI3HAaB, Ha MiJicTaBli POJOBOAY, IO JaHe 3aXBOPIOBaHHS, sSKe paHille
oysno omucane P. Earle y ®@inmagenndii y 1845 pomi Tta F. Horner y
1876 pomi y Ilropixy, Moxke OyTH HOpeAcTaBJIeHO SAK pellecuBHA
O3HaKa, 34YeIlyieHa 3 X-XpOMOCOMOKO. A, o0T!Ke, TIe€HeTUYHa
KOHCTHUTYIIisI YOJOBiKa 1 KiHKM Moke OyTu QopmaaizoBaHO Ta
onmucata dKk XY i XX, BiAmoBigHO.

Y HacTynHe OecATHUIITTSA, KiJIbKa 3aXBOPIOBAaHb AaHAJOTIUYHUM
aHaJjisom 0yJio moB s3aHe 3 X xpomocomoro. Ile Oy10 perpe3seHTOBAHO
y apyromy Bugauui Mendelian Inheritance in Man y 1968 pori, gme
KaTajor X-guelieHUX (eHoTuniB wmictuB 68 craniB. TouHa
JokaJisamiaga Ha X XpoMOCOMi TIeHa [JaJbTOHiI3MYy OyJja HeBizoMma:
IepIile perioHajgbHe KapryBaBaHHs B 1973 pomi 3B'sA3a710 reH
TaJIbTOHIBMY ¥ TeHy, IO OOYMOBJIOE HEIOCTATHICTL TJIIOK030-6-
docharmernaporenasu, gKi mepedyBaiu Ha OUCTAJIbHOMY KiHITL
moBroro mjaeda X xpomocommu. I, cuaim mpusHaTH, 110 OCTaHHIM YacoMm
CTPIMKO 3pocTae KiJIBKiCTH BUSABJIEHUX TeHiB-KaHIUaTiB,
BIITIOBiJaJIbHUX 34 PO3BUTOK Pi3HMX 3aXBOPIOBAHbD.

Ha migcTaBi cTBOpeHHs Ta PO3BUTKY HOBOI rajys3i MeguIIMHU, a
caMe MeIMYHOI TeHeTuKU, Bxe y 1964 pomi Oyao chopmMoBaHO
KaTaJIOT JIOACBKUX T'eHIiB i MeHeTUUYHMX XBOPOO y KOMII IOTEPHOMY
Buriagi (On line Mendelian Inheritance in Man — OMIM)>. Ile
BUJAHHA MICTHUThL BHUUYEPIIHMI KaTajor TeHeTUYHUX MJaHuX Ta
BiOMBae AMHAMiKy TeHEeTHUYHMX MYTalliili i 3axBoproBaHb. Tak, IO
1 ciuna 2001 pory mHamiuyBasocsa 0au3bko 1000 rewis i3 myTaiiamu,

> OMIM: Online Mendelian Inheritance in Man. — Pexwum pmocrymy: http://
www.ncbi.nlm.nih.gov/sites/entrez?db=omim.
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AKi mpuBOAATHL 10 XBopoO. CymapHa KijgbKicTh croenudiuamMx
CIIaIKOBUX 3axBopioBaHb Oinbmie 1600, 1o mepeBuIIye KiJIbKiCTh
reHiB, BIiANIOBiZaJbHMX 3a 3aXBOPIOBAHHSA, OCKiJIbKM, OiJIbHIiCTL i3
TaKUX TeHIiB MOXKYThb CTaTH MNPUYMHOIO OiJbII, HIK OJHOTO
daxBoploBaHHsa. Hapasi, 1ell cIMCOK MHIOCTiMIHO JOHNOBHSETHLCA Ta
POBIITUPIOETHCA.

TaxumM YMHOM, MOYKHA IIPU3HATH, IO YACTKA YUYACTi FeHeTUUYHUX
(GaKTOpPiB y CTPYKTYpPi B3aXBOPIOBAHOCTi JIIOAMHUN € HAaA3BUYANHO
BEJINKOIO.

Ilopsan i3 BkasaHumM, HeOOXiTHO BHB3HATH, II0, 3 OIJAAY HAa
IIaToreHe3 3aXBOPIOBaHb, OYJO 3alpoIIOHOBAHO BU3HAUEHHA Ta
KJacu(ikalliio reHeTUYHUX MOPYIIeHb, AKI € OCHOBHUM KpPUTEpieM
CIIaIKOBUX XBOpoO. I'eHOM J/IOAMHM YTBOPEHUM ANEepPHOIO Ta
MmiToxoHapianpHOO [IHK. dnepHuil reHom JIOAMHYU CKJIAaSAETHCA 3 22
map ayrtocoMm 1 gBox crareBux xpomocom (X Ta Y). A,
MiTOXOHAPiaJIbHUM TI'€HOM MpPeACTaBJEeHUMN KiJbIIEBOIO MOJEKYJOI0
IMHK posmipom 6sim3bko 16 500 map HyKJIeOTHUIiB, AKa MicTUTL 37
reHiB.

Y mpoMy 3B’A3KY CJi BKasaTH TaKe: CIAaJKOBI XBopoOm — Iie
IIaTOJIOTiUHI CTaHM, B OCHOBL dAKHNX JIEKUTh IIOINKOIKEeHHSI
FeHeTHYHOIo alapary KJiTHH, TOOTO MyTalii, AKi Opu3BOAUTH [O:
3MiH CTPYKTYPHU IreHiB ad0 XPOMOCOM; IIOPYIIEHDb KUTTEBO BaKJINBUX
¢dyHKIi#ZI opraHiamMy. BoHM xapaKTepus3yHOThCA TI'eHepali30BaHUM
ypasKeHHAM TKAHUH 1 OpraHiB, OCKLJIbKM, NPOSABJAIOTLCA Y BUTJAIL
CUHJIPOMiIB a00 KOMILJIEKCY IIaTOJIOTIUHIUX O3HAaK.

TepmiH «reHeTm4yHa XBOpoOa», 3as3BHUall, IIOCHJIAETLCA Ha
HasIBHICTH XBOPOO y BCiX KJITMHAX Tijla, OPHUCYTHIX i3 MOMEHTY
dauaTTs. AJe, cJig mam’sTaTH IPO Te, IO He Tpebda OTOTOKHIOBATU
yci BHAM BPOMMKEHOI MATOJOril y AWTUHU NOPU HaAPOIKeHHI 3i
CIIaAKOBOIO XBOpPoOO0. Tomy, HMOHATTA «BPOMMKEHI XBOpPOOM» He €
CUHOHIMOM - «CHAIKOBiI XBopoOm». AmKe, BpOIKeHa IIaTOJIOTid
BUHUKAE BHACJIJOK TepaToreHol mii Hu3KM @QaKTOpiB, AKi
IIOIMIKOMKYIOTh ILIim. BHyTpimHEbOYyTpoOHI iH(peEKmii, TpaBmu,
TOKCUYHUN e(eKT JeAKUX IpemapartiB, AKi IpuiiMae »KiHKa mig dac
BariTHOCTi, Ta iHINI YMHHNKHN BILIMBAIOTHL Ha IIpolecu eMOpioreHeasy,
IIOPYIIYEThCA €eKcIpecia TreHiB 1 @QopmMyBaHHA opraHis. ¥ pasi
HECIIaJKOBOT'0 MOXOIKeHHs, TaKi XBOPOOU BU3HAUAIOTH AK (PEHOKOMil
CIIaIKOBUX BaJ PO3BUTKY (30KpemMa, 3adua ryba, BOBUa IIeJjemna

TOIIIO).
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Y Toii e wuac, CIaAKOBLI B3axXBOPIOBAaHHS He 3aBKAU
IIPOSABJIAIOTLCSA 3 MOMEHTY HapoJKeHHs, a, 3a3BHUUall, IIi3HiIIEe — y
IUTAYOMY Bimi i, HaBiTh, y mgopocaux. Hanpukaan, y pasi
aMaBpPOTUYHOI iA10Til — AUTHHA PO3BUBAETHCA HOPMAJBbHO A0 IIECTU
MiCAI[IB 1 JIMIe I@OTiM: IIOYMHAIOTHLCA VCKJIALHEHHS; M s30Ba
nucTpodisd BUABJAETbCA IIiCJA TPbOX, II'ATH- piuHOro BiKy. leaki
CIIaJKOBi 3aXBOPIOBAHHS MOXKYTh NPOABIATHCA y JioguHu i vy 40-50
pokiB. Tak, 30Kpema, KJiHiuHI mnposaBu Xxopeli I'eHTIHrTOHA
IiarHOCTYIOTh BiKe IicJjsd 35 POKiB MKHUTTS, a IoJarpu — y IOXUJIOMY
BiIri.

Kpim Toro, caix 3BaskaTu i Ha Te, IO «CiMeHMHI XBOpPOOM» TeXK He
3aBXKIM € CIIQAKOBUMU, OCKiIbKM, uneHu onHiel cim'i (He Giosoriumi
ponuum), 3a3BUUal, IMOTPAIJISAIOTH IIiJ BILJIMB OJHAKOBUX (haKTOPiB
30BHIIIIHHOTO cepenoBUIlla (BHMCOKOKAaJIOPiliHaA iKa, CXWUJIbHICTBH [0
rimogmHaaMii, meTabosiiuHuUNA amcOasaHC) i MOMKYTh MaTH OJHOTHUIIHI
IIaTOJIOTiuHi mopyIieHHA. A, caMe: IIYKPOBUI giabeT, aTepoCKJIepPO3
i3 yparkeHHAM Pi3HUX CYAMHHUX OaceiHiB Ta iHImi.

OT:Ke, BUBHAEMO 1 3aCBiJUMMO IIPO Te, IO A0 CIIaJAKOBOI IaTOJIOTil
BiTHOCATHh TaKOK XBOpPOOM 3i CIIQJAKOBOIO CXHJIbHiIiCTIO — TOOTO,
MyJbTU(MAKTOPHI 3axXBOPIOBAHHS, AKiI BUHHUKAIOTL SK pe3yJabTarT
CIIiJIBHOI il ()aKTOPiB BO0BHIIIHLOT'O cepefoBuIA 1 clenu@ivyHOTO
HaboOpy TreHiB, SAKNHA 1 CTBOPIOE YMOBHU, IO CIPUSIITL PO3BUTKY
IIEBHOT'O IIATOJIOTIYHOTO IIPOIlecy.

1. 4. Cnucrtema KAacudikauii cCnaAKOBUX XBOPoO6

Ha aBTOpchbKke IIepeKOHaHHs, MOOI[LIbHO BKasaTu Ha Te, IO
reHeTUYHi (paKTOPHU BiAirparoTh BaroMy poJib B €Ti0JIOTil Ta CTPYKTYPi
bararbox xBopoO JroamuHuM. CoagkoBi  xBopobOu, 3as3Buuaii,
KJacu(PiKyOTh B3a XapaKTepoM 3MiHM CHagKOBUX CTPYKTYP,
oJlep:KaHUX OpPraHisMoM uYepe3 cTaTeBl KJITMHU OaThbKiB XBOpPOI
JoanHu. Tak, BIAIOBIAHO A0 TUNY M'eHETUUYHNX MOPYHIIeHb BUAIIAIOTH
TPU TakKi KaTeropii: 2eHHi; XPOMOCOMHI; MYLbMUDAKMOPHI X80POOU.
IIpu npomy, reHHI XBOpOOM, 3a KiJbKiCTIO 3alydeHUX Yy MyTalliliHUNI
IIpollec JIOKYCiB, POBIOALIAIOT, Ha MOHOZEHHI ma nNoJaizeHHI.
3azHaumMoO, 110 OLJBII JeTajlid0BaHO iCHYIOUY cucTeMy KJjacupikairii
CIIaAKOBIX XBOPOO IPUBEAEHO AOCIimHMKaMmy Ha puc. 1.7.

IIpusuaemo i Te, 110 reHHI MyTallil mepegalOThCsa BiJl MOKOJJIIHHS
IO TOKOJIiHHSA 0©0e3 3MiH, HaOpPHWKJAL, Ie MYKOIOoJicixapinos,
CEepIOBUAHO-KJIITUHHA aHeMisa Ta iHmmi. [ledAki reHeTuuHi XBOpoOU
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PO3BUBAIOTHLCA BHACJIIOK XPOMOCOMHUX MOPYIIEHb, AKi BUHUKAIOTH
yeped IIOMMJIKM IIPOIlecy MeMo3y MisK cTaTeBUMH KJaitTuHamu. Toxi
AK, OijgbHIiCT XPOMOCOMHHX XBOpP0O, 0COOJIMBO BHACJIIOK
IIOPYIIeHHs KiJbKOCTI XpomocoMm (aHeymaoimis), Bs3arajgi He
ycrmagKoByoThesi. Kpim Toro, mo cmagkoBoi maToJioril BigHOCATH
TAKOK 1 XBOpoOU 3i CIIAJKOBOIO CXUJIBHICTIO — IIe MYJbTHU(paAKTOPHI
3aXBOPIOBaHHA. BoHM BHWHUKAIOTh AK pel3yJabTaT CILIbHOI mil
(daxTOpiB 30BHINIHLOTO cepemoBHUIlla i cmenudiyHOro HaboOpy TreHiB,
AKUM CTBOPIOE YMOBHU, IO CIPUAITL PO3BUTKY IIATOJOTiYHOTO

IIpoIecy.

Knacudikauis cnagkosmx Xsopob

["eHHi xBOpO6M XpOMOCOMHi XBOpoOM MynbTuhaKkTopHi
XBOpobu
- : | TepanesThuHi :
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[ J [ | (PO ! i |HLI.IiXBOp06I/1:
I .
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—
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,7 I [lepmatonorivHi
—_— == T — - - e — b - a T | |
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Pucynox 1.7 — ®@opmaisaliia icHyouol cucteMu KJjacudikariii
CIIaKOBUX XBOPOO

MonozenHi x860po6u 0OYMOBJIEHI MyTAalli€l0 OHOTO I'eHa, 3MiHAMU
Ha PiBHI OKpeMHX HYKJEOTHAIB — IIOMHJKMN IIPpU 3YNUTYBaHHI
reHeTU4YHOlI iH(opMmaIiii mig yac Tpanckpuniiii. IlaToaoriuamii cran y
JIOOAVUHN MOKe OyTH BUKJNKAHWI 3MiHOIO He JIUIEe AJepHuX, aje u
MiTOXOHApiaJIbHUX TeHiB. DBiabHIicTh MOHOTE€HHUX 3aXBOPIOBaHb
YCIIaAKOBYIOTBCS BIAIMOBIMHO 10 B3aKoHIB MeHaensda, OCKIJIbKU,
cIlagkoBa iH(opMaIllii, B OCHOBHOMY, MicTuthcsa B aaepHil JITHK. ¥
3B’SIBKY 3 THUM, IO I'eHU KOAYIOTh OiJIKU, AKi € OJHMMU 3 HaMOiJIbIII
BaKJIMBUX 1HCTPYMEHTIB IJIA KMBUX ICTOT, 1 € CKJaJOBUMH B
CTPYKTYpPl KJIITHMH, TO B pe3yJibTaTi MyTaIllii, IMo BigOyBaeThCA Yy
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YacTUHI TeHa, HIKHHA Koaye (YHKIIOHAJBLHY dYacTHHY OiJKa,
3MIHIOETBCA IIEPBMHHA IIPOAYKIIIA OJHOTO TeHa: aHOMaJbHA
CTPYKTypa abo BimcyTHicTh OinKa, (pepMeHTy. Bigraxk, BimOyBaoThCsA
IIaTOJIOTIYHI 3MiHM B opraHiami 31 cronenmu@piyHMMHN KJIIHIYHUMUT
npoaBamu. Ha cworogui sBimomo Oauspko 6000 wMoHOTeHHUX
IopyIieHb, 1 3a IMmigpaXxyHKamMu BYeHHUxXx, oaumH, i3 200
HOBOHAPO/KEHUX IiTell, Ma€ MOHOT€HHY I'eHeTHUYHY XBopoOy. Ilpm
HaABHOCTI JIBOX 1 OlabIlle MYTaHTHUX Te€HIB BUHUKAIOTL BIKe
noJizcenHi cnadkos8i x860poouU.

Busznaemo i1 mmpo Te, IO y I'PyIli MOHOT€HHMX 3aXBOPIOBaHb, 3a
THUIIOM ycrmagKyBaHHSA, BUI1JIAIOTH ayTOCOMHO-JIOMIHaHTHI,
ayTOCOMHO-pellecuBHi, 3uemieHi 3 X-xpomocomoio (X-3uemyeHi
IOMiHAHTHIi, X-3UelJjieHi pellecUBHi) Ta MiTOXOHAPiaJabHI IIATOJOTIUHI
CTaHMU.

IIpu aymocomno-0omMiHAHMHOMY muni Ycnadky8aHHs  —
IIaTOJIOTiYHA O3HaKa IPOCJIAKOBYETLCS Y POJOBOAL POAMHM, caMe II0
«BepTHUKajdi». 3 I[bOT0, TepMiH JOMiIHAHTHHN O3HAYa€, IO MOJd
MaHiecTalmili KJIIHIYHMX O3HAK [JOCTAaTHLO JIMIIE €IMHOI KOIIil
ne)eKTUBHOTO TeHa ab00 TreTepo3UroTHOTO CTaHy Yy ocobu. A,
pellecBHE YCIIaAKYyBaHHS BiOyBA€ThCs IIPU HASIBHOCTI ABOX KOIIii,
ab0 ToMO3UTroTHOTO cTaHy. JloMiHAHTHI IIOPYIIEeHHS BifOyBalOTLCA y
reTepo3UroTHUX ocid, AKi MaoTh OAMH HOPMAJbHUIA 1 OZUMH
nedexkTuBHUN ajenab. lIpum mbOMy, Yy peleCUBHUX IIOPYHIEHHAX
medpeKTUBHUI aJiesib NOPHUCYTHiIN B 000X aJjeasdax, a Ie O3Hayae
HACTyIHEe: KOXKeH i3 0aThbKiB € HOCieM HaTOJIOTiuHOIo CTaHy.

Craig mpusHaTtm, o I1poro, Iimo Iime y 1905 poiri amTpomoJor is
Hennscrroro yuiBepcurery B. C. ®apabee (W. C. Farrabee) Bumas
HayKOBY IpaIllljo, B AKill ommcaB POANHY, AKa XapaKTepusyBaJjacs
OpaxigaxkTuiriero 3 JOMiHAHTHUM ycHaAKyBaHHAM. Taki XBopi MamoTh
oysKe KOpPOTKi, HaueOTo oO0pidami, mnaxabii. Ile Oyao mepiie
HaJPyKOBaHe HAayKOBe MOBIJOMJIEHHS IIPO F'eHETHMUYHE 3aXBOPIOBAHHS
y JIOAUHU, Y K01 UiTKO iZeHTHU(}iKOBaHI reHeTUYHI maTrrepHu. ABTOP
3po0OMB CIIOCTEePEKEHHSI — KOJU OJAMH i3 OaThbKiB Mae TeH
OpaximakTmiaii, To IIOJJOBMHA MOro AiTell YCIAAKYeE I[I0 IIaTOJOTIilo.
Ciaixg mpusHaTu, II0 ICHYIOTh JOMiHAHTHI IIaTOJIOTIiUHI cTaHU, AKi
ImepesaThesa cHmagkoBo. Takx, 30Kpema: HedpodiOpomaros Tum 1,
IOJIIKicTO3 HIPOK, MioTOHIUHAa aucTpodisd, acTUrMaTu3M,
reMepaJionia («Kypsdya cJaimora»), axXOHAPOILIA3isg, MOoJimaKTHiisd,
CUHIAKTIJIiA, OpaximakTmiisg, rimepxojecrepuHemis Tun B,
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peTmHOOJIacTOMA, IIEeBHI Buau ciimoru, cuaapomM Mapdana, xBopoba
I'enTinrrona Ta iHImi.

Cungpom (xBopoba) Mappana — ayTOCOMHO-IOMiHAHTHE
3aXBOPIOBAHHA, IO BiJHOCUTBHCA MO0 TPYIMU CIAAKOBOI IIAaTOJIOTiI
CIIOJIYUYHOI TKaHWHH. Bmneprmie 1ma martoJioris OyJia omnmcaHa
aMepuKaHChKUM odTanbMmosiorom E. Biabamcom y 1857 pomi y
BUTJIAAI eKTomil Kpumrainka y 0para Ta cecTpu, AKi Maau ImomiOHI
deHOTUIIUHI O3HAKM IIe 3 JIUTHUHCTBA — TOOTO, BHCOKUM 3picT,
rimepmoOinpuicTh cyrso0iB. Ilizmimie, Bxxe y 1896 porri,
dpaunysskuii mexiatp A. Mapdan — mpencTaBuB KJIHIYHHUHA ONMC
m’ATUpPiuHOol AiBUMHKU, dAKa MaJjJa aHOMAaJIilo CcKeJera, IO
ImporpecyBaJia. Brasana xBopobOa oTpuMaJja CBOIO Ha3BYy Ha YeCThb
caMoro Jikapsa, AKuU#M i1 ommcaB — cuHIApoM (xBopoba) Mapdana,
He3BasKalouu Ha Te, IO OIMCAHUIN HUM CHHAPOM OijbIe BigmoBizaB
iHIIi# maroJorii — apaxHomaKTijail. XapakKTepHUM € Te, III0 CUHIPOM
Mapdana 1 0OUYOJIOE CIHCOK CIAaJAKOBUX 3aXBOPIOBaHb CIIOJYYHOI
TKAHUHU, SAKH# OyJO0 3aIlIpollIOHOBAHO aMepPUKAHChKUM T'€HEeTHKOM
B. Makbiocukom®. ¥V maToreHesi 1poro 3axBOPIOBAHHSA MAa€ CYTTEBe
3HAUEeHHs MYyTallid TIeHa, AKUN KOAYEe CHHTe3 TJIIKompoTeiHa
¢ibpinmina-1, 110 TPU3BOAUTHL OO CHCTEMHOI'O YPasKeHHS CIIOJYyYHOI
TKAHUHU.

deHOTHUII TaKUX XBOPUX € AysKe cmenu@iuyHuM i gae migcraBy,
B)Ke IIPpM OTIJIAA1 XBOPOIrO, IIOCTAaBUTH [OiarHo3: BHUCOKUM 3picT —
TOJMXOCTEeHOMEJIiA; MOAOBKEeH1 KiHIIBKM; BUTATHYTI HalbIli, IO 3a
dopMmoi0 HaraayoTh IIaByKa — apaxHomakTimia (puc. 1.8);
rimepmMoOiibHICTE Ccyry00iB; AedopMallisg rpyaHol KJIITHHN — Kypdda
rpyanHa; gedopmallisa xpeOrTa; IMiIBMBUX KPUIITAJINKA 3 MiOIIi€lo.

Ciinm BkasaTu i Ha Te, III0 0COOJIMBO 3arpo3JINBUM, 3 IIPUBEIEHUX
BUIIlE, € YpaKeHHS  CepIleBO-CYAMHHOI CHCTeMH: IIpoJiaIlC
MiTpaJIbHOTO KJIallaHy, AWJIaTallid aopTH, 110, 3 YaCOM, IIPOrpecye Ta
3aBePINYETHCSA aHEBPU3MOIO aOPTH, a Ie i € HaluacTiIlIo0 IPUYMHOIO
IIepeadyacHoOl cMepTi TaKuUX XBopux Yy wMoJsoaomy Bimi. Ha 1me

3aXBOPIOBAHHSA CTPAJaJM BigoMmi Joaum — iTaJilicbKUN CKPUNAIb
Hikogo Ilaranini i npesugent CIIIA A6param JIiHKOJIBH.
XBopoba TI'errinrrona (xopes I'eHTiHrTroHa) — ayTOCOMHO-

IOMiHAHTHe HelpoJereHepaTHBHE 3aXBOPIOBAaHHA, $Ke OTPUMAJIO
Ha3By Ha YeCcThb amMepumKaHCbKoro HeBposora [I. I'errirrona
(G. Huntington, 1851-1916 pp.), axuit Buepmie, y 1872 poriii,

6 (McKusick, V. A., 1955).
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OoIMcaB KJIACHMUYHI IPOsABU 3aXBOPIOBAHHsS y ocid micasa 30 pokris?. €
IIPUIYINeHHA, 110 I XBopoba Oyia 3aBesena y CIIIA nBoma O6paTamu,
Aki emirpyBasu i3 Ecekcy. IlaTorenes 1mboro 3axBOpPIOBaHHSA
IIOB A3aHMil 13 3MiHaMM reHa, AKUN 3HAXOLUTHCA HA KOPOTKOMY
maedi 4-o1 XpoMocoMH Ta MicTHUTh AiasgHKu 3 moBTopamm y JIHEK
TpuiLieTiB 1itosduH-ameHin-ryaHin (CAG), aKi BigmoBimaiooTh 3a
YTBOPEHHA aMiHOKmcJjgoTu riaoramMiH. IIpm wmyranii BigOyBaeThcs
3aMmiHa moBToOpiB KomoHa CAG, mpu InepeBulleHHiI OijbIlle HixK 36 —
YTBOPIOETLCA IOJITJIYTAMMHOBUM TPaAKT Ta MYTaHTHUN OiJIOK
reHTiHrTuH (mHtt), HasBaHmMii Ha UYecTh aBTOpPa, AKUUA OIIMCAB IO
XBOPOOY.

Pucynorx 1.8 — ApaxHomakTuiaia

Mexaniam aii mHtt 1o Kinmsa He BimoMuii, ajie BCTaHOBJIEHO, IO
BiH TOKCUYHHUU [OJA NEBHUX THUIIB KJITHH, O0COOJMBO B T'OJIOBHOMY
MO3Ky8. ITouaTok 3aXBOPIOBAHHSA Ta CTYIiHb YPAsKeHHA 3 KIIHIUHIMUI
IIposIBAMU 3ajiexkaTh Bifm umncsaa moBTopiB y IHK TpumieriB miTo3uH-
aneHin-ryanin (CAG). ¥ xXBopuX YHCJIO IIOBTOPIB MOKe HaJiduyBaTu
36-120. ¥V 95,0 % sBunmagkiB xBopoOa po3mOUYMHAETHLCA y Bili 35-45
PpoOKiB. 3asBuuaii, XBOpoOa HgiarHOCTYETHCS, KOJM JiTH XBOPUX
IOCATraloTh caMe pernpoayKTuBHOro BiKy?. A, v 5,0% Bumankis, mpu
Iy:Ke  BeJUKill  KiJIbKOCTI TOBTOPiB, XBopoba Ma€ IIOBHY
IIeHeTpaHTHICTEL i MaHi(ecTye BiKe no mocAarHenHa 20 pokKiB i, HABiTbh,
y gmiTteil Ta mimgiTKIB — came Tomi XBopoOa KJacuPiKyeTbes K

" (Quaid K. A., 2017).
8 (Katsuno M., Banno H., Suzuki K., et al., 2008).
9 (Novak M. J., Tabrizi S. J., 2010).
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oBeHinpual?, 3agmaummo i opo Te, mo 36—40 MOBTOPiIiB HPUBOAATH
10 PeIyIIMPOBAHOl MEHETPAHTHOCTL (DOPMU IIHOTO 3aXBOPIOBaHHA, KA
B)Ke, 3HAUHO IIi3HiIlle, TPOABJIAEThCA Ta IMOBIJIBHO IIporpecye. llpu
1nbomy, nmostopu y IHK tpumieriB CAG mepemarThcs B HACTyIHE
IIOKOJIIHHSA, OLJIBII TOr0, BOHU MOXMYTbH 30iJbIryBatucsall,

Heiipomopdogoriuna KapTuMHa XapaKTepU3yeThCSa YparkeHHSIM
cruenu(pivHNX TiJITHOK MO3KY 3 3armbeJsiio KJIITHH CMYyTracToro TiJja
(cTpiaTyma), AKUM BiAIIOBigae 3a KOpeKIlilo (PYHKIIiIO pyxy. AJe, IIpu
IIPOrpPeCcyBaHHI XBOPOOM 3aJydaloThbCsd M iHII AiIAHKK — TiDOKaMII,
kiaituam Ilyprin’e. A, Ha misHix cramisgx, BimOyBaeTbcs aTpodida
Kopu TroJioBHOro MO3Ky. Kiimiunma cmMOoTomMaTmKa XBopoOwu
I'enTinrrona HacTyIrHa:

Ha paHHIX cTafigx Ha#OLIbII XapakTepHa XxXopes, IO
IIPOSABJISAETHCA  HEKOHTPOJbOBAHMMM  MHUMOBIIBHUMH  pyXaMu,
IIOPYIIIEHHAM KOoOpAuHaIlii, MoBa cTtae He BupasHool2. ITocTymoBo Bci
(byHKIIiI, B AKUX € M A30BUN KOMIIOHEHT, HaOyBalOTh HE3BOPOTHUX
3MiH, a caMe — XBOPHUHU IIOUMHAE I'PUMAacyBaTH, BiguyBae mpobjgeMu 3
JKYBAaHHAM 1 KOBTAaHHAM. YUepe3 INBUIAKUN PYX OUell IMOPYIIYETBLCS
coH. IIpueaHyIOTHCA [0 IIHOTO 1 KOTHITHMBHI pO3Jiafud, IMOTipIIYETHLCS
IIaM AThb, €MOI[IMHUN [gedilluT, eromeHTPU3M, arpecis, HaB sA3JIMBi
imel, sHauHe BHMKEHHA iHTeJIeKTyl!3. Big MOMEHTY IIOSIBM IIEPIINX
CUMIITOMiIB TpPHUBAJICTh KUTTA cKJazae 15-20 poxkiB. CwmepTsh
HaCTyIla€ BHACJIOK YCKJaAHEHb: YypakeHHS CepIsd, 3alaJbHUX
IIpoImeciB y JereHsax Ta iHmri. XBopobOa mepemaeThes Big OaTbhbKiB
nitam. I, axkmo B poamHi XBopie matu Ha XxBopoOy I'eHTiHrTOHAa, TO
rnmaToJoria oyze y ii Jouku, adbo Jo4ok. A, SIKIIO XBOpUH 0ATHKO — TO,
I[I0 IIATOJIOTiI0 YCHaAKYyIOTh CMHUM. BigTak, mpu HasgBHOCTI B POAUHI
OJTHOT'O XBOPOro i3 0aThbKiB Ha XBOpoOy I'eHTiHIrTOHA, AUTHMHA Mae
50,0% 1maHCy oTpuMaTH II0 martoJiorito. Jlasa Bepudikailii xBopoou
I'enTiHrToHa cJiag TPOBECTH [JOCHIMKEHHS KPOBI Ha KiJbKICTHb
nosTopiB CAG y Kosxxkunomy HTT-amesil4.

Haszo-nasbnebpansbHuit  Jginmoma-kKosgob6oma  cuuapom  (VIII
Nasopalpebral Lipoma-coloboma syndrome) € Haas3BuYanHO
PIAKICHIM ayTOCOMHO- AOMIHAHTHMM 3aXBOPIOBAHHAM 13 IIOBHOIO
IIeHeHTPaHTHiCTIO, TOMY IiTu xBopux maioTh 50,0% pusuk orpumMaTu
KJIHIUYHI 03HAKU 3aXBOPIOBaHHA. PeHOTUII XBOPOT'0: aHOMAJIbHI pucu

10 (Doglin E., 2018).

11 (Nowogrodzki A., 2018).

12 (Roos R. A., Roos R. A., 2010).
13 (Bates G. P., 2002).

14 (Myers R. H., 2004).
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00IMYYs — YPOMIKeHi JIImoMy Ha TiJITHIII Hoca, KOJOOOMM Ha BEePXHiX
Ta HHKHIX IIOBiKax, INHPOKUHA Ji00, TejmexkaHTyc (telecanthus),
rimomyaasiga HMEKHBLOI Imeagenu. ¥ 2013 pomi B myOaikarii
IIpeAcTaBJeHa icTopigd XBopoOM MEKCHKAHCHLKOI'O MaIlieHTa 3
CIIOPAaAMUYHNM BHIIAAKOM 3B I[i€l0 IaToJIoTielo, sKa OyJa
IMiATBepAKeHa KJIIHIYHUMN, PagioJOTiYHMMM Ta TIiCTOJOTiYHUMM
TOCTiM)KeHHSIMH 1 BIIepiie 3acTocoBaHoio 3D Kommo’ioTepHOIO
romorpadicrol®,

3azHaumMo 3 I[LOI'0, II[0, B OCTAHHI POKM, BCTAHOBJIEHI IreHu, SIKi
BiiTOBiaJbHI 3a PO3BUTOK IMEBHUX AOMiHAHTHMX MYyTAaIlliii: Tak,
dokpema, reim BRCA1l Tta BRCAZ2, mio acoriiooThCsa 3 BHCOKHM
PUBKUKOM PaKy I'PYAHOI 3a03u Ta seuHunkisl®, myrarisa reay MYBPC
— BHUKJIMKAae€ rinmeprpodiuny Kapmiomiomarirol?. ¥V 3B’A3KYy 3 TuM, IO
IIi 3axXBOPIOBaAaHHA MAalOTh MJOCHUTH III3HIO MaHigecraliiro, He
BilOyBa€eThCs IPUPOMHS CeJIeKI[isa i medeKTHi TIeHH IepenaioThbCs
HACTYIIHUM IOKOJiHHAM.

IIpu aymocomHo-peyecusHomy muni yYycnadKkysaHHns OaTbKU
XBOpPOTO 3a (heHOTUIOM B3I0POBi, ajie € TreTepPO3UTOTHUMU HOCiAMU
MYTaHTHOI'O I'eHa, AKUN IIPOABJISIETLCS JIUIIIe B TOMO3UTOTHOMY CTaHIi,
IIaTOJOTiUYHA O3HaKa IIPOCHiAKOBYETHCS B POJIOBOAL POAWHU IIO
«TOPUB0OHTAJIL». IIpukaagom ayTOCOMHO-PEIeCuBHOTO THUITY
yCIaaKyBaHHS € araMarjio0yJriHeMisi, CepIoBUIHO-KJIITUHHA aHeMid,
xBopoba Tea-Cakca, aapbiHi3M, aJaxKanToOHYypid, ¢QeHiIKeTOHYPid,
myKoBiciimaos I tuny. Haituacrimnie, (pepMeHTHa HEIOCTATHICTH MAae€
Imig  co00I0  ayTOCOMHO-PEIleCUBHY  OCHOBY, 34  BHHATKOM
MyKonoJricaxapumo3ly Xantepa II Tuny, mio ycmagkKkoBYETBCA SAK
perecuBHA O3HaKa, 3UeljieHa 3 X-XPOMOCOMOIO, i XBopobu Padpi —
pellecuBHa O3HaKa, 3uellyieHa 3 X-XPOMOCOMOIO, aJjie, TOCUTHL YacTo,
IIPOABAAETLCA Yy KIHOK, IIpOTe, y Jerkini gopwmi. Ilpu mpomy, npwm
KPOBHOMY CIIOpPiZHeHHi 0OaThbKiB 3pocTae iMOBipHiCTH HaAPOIKEHHS
XBOPOI AUTUHU

MyxkomnoJsicaxapizos ymepiine OyB omucaHWii, K 3aXBOPIOBaHH,
y 1930 pomi Hopori Xancia Argepcen (Dorothy Hansine Andersen).
MyxkomnoJiicaxapumos I tumy — me pigkicHe cmagkoBe MeTaboJiuHe
3aXBOPIOBaHHA, fAKe, B3TiAHO 3 KJacu@ikaIlliero, BiJHOCUTBLCA OO
Ji30COMHUX XBOpPoO HakonmueHHs. IlopymenHsa meraboJismy, npwu

15 (Chacon-Camacho O. F., Lopez-Martinez M. S., Vozquez J. et al., 2013).
16 (Antoniou A. et al., 2003).
17 (Carrier L., Mearini G., Stathopoulou K. et al., 2015).
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MyKomoJricaxapumosi I tumy, copuumHeHe HeIOCTaTHICTIO JIi30-
coMaJibHOTO (hepMeHTy aab(a-L-inypoHizasm, AKMA HEOOXimHUHN I
KaTaboJsismy riikosaminmorsaikauis. Ileit (pepmeHT KaTasisye rigpoJia
KiHIleBOoro ajab(a-L-iTypoHOBOro 3aJMINKy JAepMaTaHCyJb(paTy Ta
remapaHcyJbpaTry y Oararbox TKaHmHaxX. HaKoImyeHHA DTUX
HepPO3IeNJeHNX CcyOcTpaTiB 3ajJeKuUTh BiJ THIY TKaHMHHU Ta
IMBUAKOCTL ix mupkyJadarii. 3oxkpema, y 1988 pomi P. Kosurince,
JI. C. Tcyi Ta II. P. Piopgan BcTaHOBUJIN Y XBOPUX MYKOIIOJIicaxapu-
mo3oM I Tuny Ha 7-#1 XpOoMOCOMi reHOMY JeJiellil0 TPhOX HYKJIEOTUIIB,
IO I MIIPU3BOAMJIO a0 Brparum QeHinamnaniny B 508-iii moswuirii
nmporeiny. IIpuunHO0 3aXBOPIOBAHHS PO3TJIANAETHCS, Y IIEPIITy Uepry,
MYyTallis reHa TpaHCMeMOPaHHOIo peryJjdaTopa. ¥ IogajbIomMy, 0yJio
BCcTaHOBJIeHO Oinbire Hixk 1000 pisHMX MyTalliii, sKi 00yMOBJIIOIOTH
PO3BUTOK IIiei marosorii, ame, nmpubamusuao 70,0% Bcix BUmaaKiB B
€Bponi nmpunagae came Ha MoJeRKyJadApHu nedert AF508.
MyxkormoJgicaxapifos — e ayToOCOMHO-PelleCuBHE 3aXBOPIOBAHHSA 3
HanOiJIBIIIOI0 JIETAJBHICTIO cepel TeHEeTHYHMX 3aXBOPIOBAHbL V
IIpeACTaBHUKIB HOIyJadAIlii 3 Oijoro mikipoio. Hamiuyersbca 27000
BUIIaAKiB 3axBopioBaHHa B €8pomni, 30000 sunankis — y CIITA, 3000
Bunafakis — y Kamazxil®., B VYkpaini, Ha MOMEHT pPO3pOOKU
YVHI()IKOBAHOTO KJIHIUYHOTO HNPOTOKOJY, MyKomoJgicaxapumaos3 II tumy
(MIIC II Tumy) OyJio miarHocTroBaHo y 23-X IAaIli€eHTIB BiKom mo 18
POKiB i, cepea HUX — OAHA AIBUMHKA, IO MOSACHIOETHCA (DEHOMEHOM
«MaHipecTHOTO HOciiicTBa». Mykomnoaicaxapugod I Tuny -
XapaKTepu3yeEThCS XPOHIUHMUM IIporpecyouum mepedirom. IlaiienTn
MOJiJIAIOThECA Ha TPU HmiArpynu (peHorunu), BiAMOBIAHO 40 KIIHIUYHMX
cuaapomiB — I'ypaep, I'ypaep-llleiite Ta Illeiie, AKi He MOXKHa
PO3PiIBHUTU 3a JONOMOTIOI0 3BHUYAMHUX MAlarHOCTUYHUX IIPOIEayp,
OCKiJIBbKHM, y BCiX IIAI[i€HTIB CIIOCTepiraeThCcA HEeAOCTATHA aKTHUBHICTH
anbpa-L-intypoHinasu i BU1JIEHHSA HaJIMipHOIL K1JIBKOCTI
renapaHcyJbdaTry Ta gepmaraHcyiabpary. Kiaimiuni npoaBu 1miel
IIaTOJIOTil BUSABJAIOTHCS BXKe HaA MEPIIOMY POILi JKUTTA TUTUHU SAK TO:
BOJSAHKA SI€UOK. TrimponedaJis, Ha APYroMy POIli KUTTS — IIaxoBa Ta
IIyOKOBa KWJIH, TinepTpodisd MUrjajamH, TemaToCIJeHoMeraJid,
Kipos, sarpumra poctyl?. DeHOTHMII MAII€HTIB BU3HAUAETLCSI HAa
OCHOBI cuMIITOMIB Ta IX TAMXKKOCTL: MHOXWHHI JM30CTO3MU,

18 (VuidikoBaHUI KJIIHIYHMI OPOTOKOJ mHmepBHUHHOI. BropmuHOI (cmemianizoBaHoi) Ta
TPETUHHOI (BMCOKOCIIEIiaji3oBaHOi) MeAUYHOI AOmOMOTU MYyKomoJicaxapimos II
tuny. Hakas MinicrepcTBa oxopoHu 370poB’a YKpainu Big 23 miororo 2015 pory
3a Ne 90).

19 (Lagler F. D., 2019).
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HENpPOIIOpIliliHa cTaTypa, KOPOTK1 IIaJbIli Ha pyKax Ta CToIax,
oOMeKeHa PYXJHUBICTHL CyrJyio0iB, KOpPOTKa IINdA, XapakKTepHi rpyoOi
pucu o0JIMUUs, KOPCTKE BOJIOCCS Ha T'0JIOBi, IIOMYTHiIiHHSA POTiBKH,
rjaaykoMa, MaKpPOIJIOCig, OTHUTH, BTpaTa CJIyXy, Kapaiomiomarid,
KJallaHHi gedeKTu cepls, MIOPYIIeHHS PUTMY Ceplid, 3amajieHHS
JIeTeHb, Oe3ILIians, 3HuKeHHA KorHiTmBHOI (QyHKIii. IIpm mnbomy
3aXBOPIOBAHHI BigOyBaeThCcs YypasKeHHsS MIiANIIYHKOBOI 3aJI03H,
IMeUYiHKM, HUPOK 1 KINIKiBHUKA TOIIO.

CepnoBuAHO-KJIITUHHA aHeMida a00 APemaHoIIMTO3 - CIAIKOBa
reMorJio0iHoOIaTisgA, IIPU SAKiM Mae Miclle IIOPYIIeHHS YTBOPEHHSA
reMorJIo0iHy, IIT0 YCIIaJKOBYETHCA 3a ayTOCOMHO-PEIeCUBHUM TUIIOM
(3 Ham-moMiHyBaHHAM). ¥ HOCIiB, 0¢i0 reTepo3uroTHUX II0 TeHY
CEPHOBUAHO-KJITMHHOI aHeMil, B epUTPONUTAX MNPUCYTHIMU €
reMorJio0iH S i remoriio6inm A, mpubJaN3HO, Y PiBHUX KiJdbKocTaAX. IIpu
IIbOMY, V HOPMaJbHUX YMOBaX, Yy HOCiiB CHMIOTOMM, MailiyKe HiKOJU,
He PO3BUBAIOThCA, CEPIOBUAHI €EPUTPOIIUTH BUABJIAITHLCA BUMIAAKOBO
npu JgabopaTopHOMY aHaJi3i KpoBi. CuMITOMM y HOCIIB MOMKYThH
3'SIBUTHCS IIPU Tinokcii (HampukJaaZ, Yy BUCOKUX I'opax) UM BasKKii
oerizparailii opra”iamy. ¥ TOMO3SHIOT, II0 TeHY CEpPIIOBUIHO-
KJITUHHOI aHeMmii, y KpPOBI MICTATbCA JIHIIe IIAaTOJIOTIUHUM
reMoryiobiH S i epuTpomuTH, SAKi MIiCTATHR TreMOrJoOiH S, Immifg
MiKpPOCKOIIOM MalOTh XapaKTepPHY ceproBuaHy gopmy (hopmy cepia),
3a IO Ig reMorJiobiHomaTiss i oTpumMaJjia CBOIO Ha3BY. 3a3HAUMMO i
IIpO Te, IO CEepPHOBUIHO-KJITHMHHA aHeMis IoIIMpeHa B perioHax
CBiTY, eHAeMIiUYHUX IO MaJdApii, HpmyoMy, XBOPi 3 CEPIIOBUIHO-
KJIITUHHOIO aHeMi€el0 MaloTh MiABUIINEHY BPOIMKEHY CTIMKICTh 10
3apasKeHHS PisHUMM IITaMaMM MaJsapiiiHoro niaasmoniro. CepnoBugHi
ePUTPOIIUTH XBOPHUX He MigJaloThCcsa 3aparkeHHI0 MaJsapiiHUM
ILJIa3MOJIiEM TaKOM i B mpo0ipiri2o.

IcHyoTh pi3HUM TillOTE3M CTOCOBHO MOJEKYJIAPHUX MOOAil, AKi
B3a€EMOJIIOTh MisK CTPYKTYpOIO TIeMOIJVIOOiHy S Ta yTBOPEHHSIM
CepIOBUIHUX epPUTPOIUTiB. BBaskaeThbcs, o0 B mpoleci myTalii
BilOyBalOThCA 3MiHM II€BHOI aMiHOKHCJIOTH B cHenupivyHOMY camTi
rega TJIOOiHY. YTBOPIOETHCS AaHOMAJBHUIA TIPOTEeiH TreMorJiobiH,
epPUTPOIUTH HaO0yBamOTh CEPHOBUTHOI dopmu, BTPavaioTh
eJIJaCTUYHICTh Ta CTaloTh PUTITHUMH, BOJIOAIIOTh 3HUIKEHOIO
CTiHKiCTIO, IPUJINNAIOTh OAMH A0 OJHOI0, BUKJMKAIOTh OOCTPYKIIiIO

20 (Allison A. C., 2009).
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KPOBOTOKY B Kamijgsgpax, Ta 3HUKYIOTh KHUCEHb-TPAHCIOPTYIOUY
3IaTHICTL KPOBi, IO i IPU3BOAUTH M0 JOKAJILHOI rimokcii Tkanmu?2l,
3uenaeni 3 X-xpomocomorw cnadkogi xeopodu oO0yMOBJIIEHi
MyTalli€l0 reHa, SKHH po3TamioBaHO Ha X-XpOMOCOMi, BHACJIJOK
Yoro, ocoobm YO0JIOBiUOi cTaTi yCcmagKoOBYIOTHL IATOJIOTIiUHMIA CTaH, a
ocobu KiHOUOI cTraTi — (peHOTHMIIMUHO 3J0pPOBi, aje, € HoOCiAMMU
MYTAHTHOI'O reHa. XBopo0a BUSABJIAECTLCA y CUHIB cecTep XBOPOro UM
y #ioro ABOIOPiAHMX OpaTiB mo MaTepHMHCBHKiN JaiHiI (remodinia A Ta
B, mirMmeHTHU peTHHIT, KOJIbOpPOBAa ciinmora, ¢ocdar-mgiadber TOIIO).
Tak, 3okpema, remodiaisg A, B Ta remodinia C — 1me 3uenyeni 3
X-XpoOMOCOMOIO peIlleCuBHI CHagKOBI IIOPYIIIeHHs 3TOPTaHHS KPOBI.
I'emoginia A, remopinia B symosieni gedpimmrom FVIII i FIX
darTopiB Koaryaarii kKposi. Cuix BigsHaumTH, IO CIIAJKOBa
IIaTOJIOTiA B IIOMYJAIlil PiAKO 3yCcTpivuaeThCcs, pas3oM i3 TmM, caMme IIi
XBOpPoOM — € OCHOBHOIO KaTeropi€o HOBOI MeIMYHOI HOMEHKJIATYpH,
dAKa oTpuMaja HasBy «op@aHHi xBopobOu». J[lo 1iei martoJsorii
BiTHOCATH XBOPOOUM, fAKi PEECTPYIOTHCA 3 UYACTOTOIO MEHII HiK 5
xBopux Ha 10000 maceneHHdA, cepel XBOPUX — IIepeBaKalOTh miTm?2,
Came remo@isito — i BigHOCATH A0 Oop(haHHMX XBOPOO BIiAIIOBiAHO IO
HU3LKOI dacToTu i posmoBcromxeHocTi?3, Pos3moBCromXeHicTh
remo(pirii, y OijbIIOCTi €BpoIelchbKUX KpaiH, CTaHOBUTHL 13-18
Bunaakis Ha 100000 uosioBiuoro HacesenHs, abo, 3a maummu BOOS3
Ta BcecBiTaboli Depepamii I'emodinii, cramoBuTs: 1:10000
HOBOHAPOIKEHUX XJIOIMTYUKiB (remodpimia A) Ta 1:50000
(remoisisz B). 3aramom, y BCbOMY CBiTi — HapaxoBYy€ThCs OiJIBIIT HixK
350000 xBopux Ha remodimiro?4. Ciaixm 3BakaTu Ha Te, II0
remopinisg A, B obymoBJIeHa YacTKOBOIO ab00 IIOBHOIO BiJCYTHiCTIO
daxropy kKoaryaamii VIII (FVIII), axuii mepBHHHO CHHTE3YETLCS
IIeYiHKOIO Ta 1HIIIMMHI opraHaMu, cejie3iHKO0I0, 1, BiATIOBiAHO, (DAKTOPY
koaryamnii IX (FIX ). I'eu pakTopy Koaryssaiii VIII posramioBano Ha
X-XpoMOCOMi, TaKMM UMHOM I'eMO(}iJIisg BITHOCUTHCA N0 X-3UelJeHUX
cagKoBuX XxBopo025, Tak, 30Kpema, Ha remodiairo A npunazgae 80,0-
85,0% Bcix xBopux Ha reModijgicio, SKa PeeCTPYEThCA, MPUOIN3HO,
y oxuoro i3 5000 HoBOHapoOmKeHNX XJOmuMKiB26. 3acsigummo i mpo

21 (Gammon K., 2014).

22 (Seltene Erkrankungen — ein Uberblick., 2019).

23 (DiMichele D., 2007).

24 (VuipikoBaHMI KJIIHIYHMIA IIPOTOKOJ €KCTPEeHOI, IIePBMHHOI, BTOPUHHOI
(cmemiasizoBaHoi, TpeTWHHOI (BUCOKOCIIEITiali30oBaHOI) MeIUYHOI JOMMOMOTU OiTAM,
XBOpUM Ha remopimsito A, remodinito B, xBopooy Binmedopauay (2013).

25 (Goodeve A. C., 2015).

26 (Zwiauer K. Update zu Hamophilie A and B., 2019).
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Te, IMO BCi AiTHM XBOPOro KiHOUYOI cTaTi € oOJiraTHMMH HOCigAMM
MYTAHTHOTO TeHa i cectpu MaoTh TakoxX 50,0% mrancy OyTu
HociamMu. A, cumH xBoporo Mae 50,0% 1maHcy oTpumMaTru
3aXBOPIOBaHHA, MOOUKM MaooTh Ke 50,0% miamc OyTu HociaMu
xBopoOu. Pasom i3 Tum, icuye i Taruii paxrt: y 33,0% xBOopux He
BCTAHOBJIEHO CiMeMHOro aHaMHe3y 3axBoproBaHHA. @arkTopu VIII ta
IX — BamkJmBi mpoTeiHmM KoaryJjadrmii, AKi HeoOXimHi maa reHeparirii
TpoMOiHY 1 YTBOpPEHHs 3I'YCTKY KPOBi, a 3a IX BiJCYTHOCTiI 3HAYHO
IIOTiPIIYIOTHCSA IIPOIeCH 3TOPTaHHS.

I'emodinia B (Christmas disease, mediit ¢parkTopy sropranaa 1X)
XapaKTepuayeThCA HACTYIHUMM KJIIHIYHMMM IIPOSBAMH: HEO-
HaTaJbHa IedajoreMaroMa, MTiANIKipHI remaromm ab6o M’ A30Bi
reMaToOMH 3a BiJICYTHOCTi IIomepeaHbOI TpaBMM, TpHBajia KpPoBOTeua
IIicJIsi exkcTpakIili 3y0iB abo IIOMIKOAKEeHHsS y IOPOKHHHI poTa,
TPHUBaJia KPOBOTeUa Ta 3aro€HHS PaHHU Micjsa omeparii abo TpaBMmu,
3HaUHi OijaTepaJbHi HOCOBI KPOBOTEUi, reMapTO3M IIicjs He3HAUHOI
TpaBMu abo, HaBiTh, IIpu ii BifcyTHOCTi, reMaTypis. ¥ ocibd kiHouOI
cTaTi, TaK B3BaHUX CHUMIITOMATHUYHUX HOCIIB, MOJKJMBI 3HauHI
KPOBOTeUi IIpu MeHcTpyalii, ocodamBo, B mepion mexnapxe?”,

3a3HauYMMO, III0 YaCTOTa eMNi30oAiB reMopariuHmuX NIPOsSBiB Ta BiK
BCTAHOBJIEHHS [OlarHo3y 3ajie;kaTh BiJl PIBHA aKTHBHOCTLI (PaKTOPy
gropranua IX. ¥ xBopux 13 TaxKKo0 Qopmoio Tremodiaii B
(axTuBHicTH, (pakTopy sropranHa IX <1,0%) — comouTaHHi M’sa30Bi
KpoBoTeui ab0 B IIOPOKHUHY CyIJjo0a € HaNOLJIBII Ba'KJIUBUMMU Ta
XapaKTePHUMHN KJIHIiYHMMU nposBamMu. I'emopariuni emnisogu
IIOBTOPIOIOTHLCA BiJg [OBOX M0 II'ATH pasiB Ha wMicAnb. [liarmos
BCTAHOBJIIOEThCA B  IIePIIi  POKU  KUTTSA  XBOPOTO, 0es
nmpodislakTHYHOTO JIiKyBaHHA. IIpu momipHOMY Iepebiry (aKTUBHICTH
darTopy sropranaa IX 1,0-5,0%) - cmoHTaHHI KPOBOTEUi BUHUKAIOTH
IIPY BiJHOCHO JIETKHX TpPaBMax, a XBOpoOa AiarHOCTYEThCS B BiIli 5-7
pokiB. HacToTa emi3oaiB remMopariii KOJINBaeThCA BiJ OTHOTO pa3y Ha
MicAnb abo OZHOIo pasy Ha piK.

Tax, npu Jerkiii ¢dopmi remodinii (axTuBHiCTE (aKkTOPY
groprauHa IX 5,0-40,0% ) He BimOyBaeThbCs CHOHTAHHUX KPOBOTEY,
ajle, 3HAUYHaA KPOBOBTpaTa CIOCTEpPiraeThbCcsA IIiCJaA OIlepaTUBHUX
yTpyuaHHax abo ekKcrTpakiiii 3ybiB B yMoBax BiICyTHOCTI
Iepeaomneparniniaol miaroroBxku. Ile 3axBopioBaHHA, 3a3BUYaiu,
IiarHOCTye€ThCs OiJbIlle y IIIBHBOMY BiIli 3a yMOBUM HAasSBHOCTI
daxTopiB pusumky. ¥ OaraThbox ImaImieHTiB i3 remodimicro B

27 (Konkle B. K., Huston H., Fletcher S. N., 2017).
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reMopariyHuii CHHIPOM YAacTiIlle CIIOCTEePiraeThbcs B AUTAYOMY abo
nmybepraTHOMY Bimi, HiK y gopocaux. Ilpm smabGopaTopHOMy
TOCJIIIKeHHI XBOPUX BUABJIAETHCA K HOpPMaJbHa KiJbKiCTb
TPOMOOIIMTIB, HOPMAaJBHUI IIPOTPOOIHOBUII dYac, MOMOBXKEHHS
YaCTKOBOI'O TPOMOOIIJIACTMHOBOTO Yacy IIPU TAKKOMY Ta IOMipHOMY
nepebdiry remodingii. MoisexkyasapHe TectyBaHHA remodinii B
BKJIIOUAE: TECTYBaHHSA OoxHOro reny F9, MyabTireHHy maHelb, OiJIbIII
IeTajbHe TeHOM-TeCTYyBaHHSA 3 BUKOPHUCTAHHAM €eK30MHOIO Ta
reHOMHOT'O CEKBEHYBaHHS.

I'emodinia C BuHMKae y xBopux i3 myrairiero resa gaxropy XI
(cuagpom  Posenrtansa). IlposaBu remodinii KJacudiKyoTbCA
BiIIOBiAHO MO0 PiBHA pe3uayaJbHOIO €eHJIOTeHHOro ¢akTopy Ta
posmomindoThesa Ha TaxRKLI (<1 IU/dl), cepemmi (1-5 IU/dl) Ta
nmomipui (5—40 IU/dl) ¢popmu. I'emopariuamii (peHOTUII KOPEJIOE 3
piBHeM ¢daxTopy. ¥ Imijgomy, 0e3 BigmoBigHOro JiKyBaHHS, ¥
IMaIli€eHTiB i3 TAXKKUM 1epeOirom remo@igii po3BmBa€eThCs BHUpPaKeHa

apTpormarisa2s,
IxTio3, abo Teparoma maudysHa — Iie rpyna 3uerieHux iz X-
XPOMOCOMOIO CIIaIKOBUX 3aXBOPIOBaHb IIKipu, sAKa

XapaKTepus3yeThCA IOPYIIEHHAMHN 3poroBiHHA. IIpmumHa 1xXTio3y
IIoJsIira€ B MyTallii abo mopyIllneHHSA eKclpecii reHiB, sSKi KOIVIOTh
pisui popmu rKepatuny. IIpum X-3iemieHoMy iXTio3i cmocTepiraeTnbes
HeJOCTAaTHICTh CTepoJicyJb(aTasu, M0 IIPU3BOAUTH 10 YTBOPEHHA Ha
IMKipi JIyCOUOK, SKi HaAraaymoTh pud A4y JYCKY, TOMY, I Ha3Ba
XBOpPOOU MOXOAUTH Biff maBHbOTpeIbKoi ix0U¢ (IxTic), mio o3Havae —
puba?9,

MimoxoHOpianvHi z2eHemuuHi Xx60pobUu € HAUCKJIATHIIIINMU.
Mitoxonapiansua [IHK smaxoguThbcad B MiTOXOHAPiAX — oprameJax,
HeOoOXimHMX AJsd KJIITMHHOTrOo aumxaHHdA. Myrarii B MiToxoHApiaabHOI
IITHK  TakoX  MOKYTh BUKJHNKATH Heba)KaHI  BigxXujaeHH.
MiTtoxoHapiaabHi TeHeTHUYHi XBOPOOM BUKJIMKAIOTH IICUXiuHI Ta
M’ s30Bi posnanu. IIpukaangu Takux xBopooO: cuaapom Kipuca-Ceiipa,
cuaapom Ilipcona, MmioKJoHa/NIbHA eIIiJercis.

Xpomocomti cnadxosi x8opobu. XpoMOCOMU 3HAXOAATHCS B AIPi
KJiTuHU, Ie Makpomosiekysa JHK, 1mo crkiaagaeTbcad 3 TeHiB.
ErionoriuHnMyN UYMHHWKAMMU XPOMOCOMHOI IIaToJIorili € Bci BuAM
XPOMOCOMHMX MYyTAaIlill i AJedAKl reHOMHI MyTallii, SKi IPU3BOAATH OO
BiIXMJEHHA B CTPYKTYpPi Ta KIJIBKOCTI XPOMOCOM, BiJICYTHOCTI

28 (Balkaransingh P., Young G., 2018).
29 (Okulicz JF., Schwartz R. A., 2003).
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xpomocoMmu abo ii ¢pparmeHTy. PopMH XPOMOCOMHOI IIATOJIOTiI
BH3HAUAIOTHCS TUIIOM XPOMOCOMHOI a00 reHOMHOI MyTaIllii, a TaKoX
IHAUBiAyaJbHICTIO XpOMOCOM. ¥ JIOAMHUW BUABJIEHO TPU THUIIN
FeHOMHHUX MyTallili: TeTpalioifisa, TpuILIoigia i aHeymioimia. Hada
BU3HAUEHHA €eTioJioril Ta 1maToreHe3y XPOMOCOMHOI IIaTOJIOTiI
HeoO0XiTHO BpaxXoBYBaTHU CTPYKTYPY, IO BiAIIOBigae 3a IMaTOJOTiUHMHI
IIPOIleC — XPOMOcCOMa, CerMeHT, MiJITHKA, 1 XpPOMOCOMHY HepedymoBy
(abepamii) — pmeselnisg, iHBepcisg, TpaHCJOKAIlisg, AYILIIKaIid,
KiJIbKicHI 3MiHM XpPOMOCOM, SIKi CYIIPOBOJKYIOTHCS HALJIHUIIKOM a00
HecTauelo TeHeTUUYHOTro Marepiany. I'emHi myTariii mepemaroTbesa i3
IIOKOJIiHHS OO HMOKOJIiHHS 0e3 3MiH, TOAlL AK OiJIBIIiCTH XPOMOCOMHUX
XBOpo0, cepes AKX MOKHA BiI3HAUUTH Ti, I1[0 BUHMKAIOTh BHACJIIIOK
MMOPYIIIeHHS KiJbKOCTI XpomMocoM (aHeyIIoimis), He CXWJbHI g0
ycrnagKkyBaHHs. Taki ¢opmu, AK 1HBepcis, TpaHCJHoOKAaIii —
YCHaAKOBYIOTHCS 3 JOJATKOBUMMU IIepeKOMOiHAIIAMU.

IIprunHOIO aHeyIJIOoiil € HEPO3XOAKEeHHA XPOMOCOM IIPU ITOiJi
KJaitTuau. MonHocemii, 3a OyAb- HAKOI ayTOCOMOIO, 3 KHUTTIM
HecyMicHI. CyMmicHMME 3 MKHUTTAM € TiJIbKM 3MiHM KiJbKOCTI
XPOMOCOM TaKi AK MOHOceMid Ta Tpucomisa. IIpukaagom XpoMOCOMHOI
aHomaJii — € cuaapom Ilayma abo Tpucomida 3a 21-10 XxpomocomMow. Y
XBOPUX 3a I[1€I0 IaTOJIOTi€I0 € TPeTs KOoIIisa Xxpomocomu 21, Ha BigMiny
Bi KapioTumy 3A0pPOBOI JIOAMHUN, AKUN XapaKTepu3yeThCA MJd
skimok XX Ta XY — gaiaa 4YoJgoBiKiB. B  ocHOBI cuHApPOMY
Knattndpenarrepa Jexutsh kapiorun 47, XXY (4osgoBiK i3 gBoMma
xpomocomamu). Ilpu cuaagpomi IllepemnieBcbkoro TepHepa — xKapioTun
Buriaagae Ak X030, XpomocoMHI 3aXBOpPIOBAHHSA MAalOTh OJHOTUIIHI
KJIHIUHI IIPOABU: MHOXKUWHHI yparKeHHs, YePemHO-JINIeBi nusamMopdii,
BaAy PO3BUTKY BHYTPIIIHIX OpraHiB, MOOPYIIEeHHA (YHKIILN
Ba)KJIMBUX CHCTEM OpPraHidMy — iMyHHOI, eHJOKPUHHOI Ta iHmMux. K
IIPAaBUJIO, XapaKTEPHUMU CUMIITOMaMU € IIOPYIIIEeHHS iHTeJIeKTy Ta
IIOBeNiHKU, IICUXiuHI poadaagu. MHOXWHHI Bagu  PO3BUTKY
dopmyrOThCA B PaHHLBOMY eMOpiorenesi, YIIOBiJIbHIOETHCS
BHYTPiIIIHBOYTPOOHUM Ta IIOCTHATAJTBHUN PO3BUTOK.

MyavmupaxkmopHi  3aX60pHW6AHHA  BUHHUKAIOTH  BHACJIIAOK
Bapiallil OKpeMuX TeHiB, BiAIOBIZHMX 3a CIAaJKOBO JeTepMiHOBaHi
0CO0JIMBOCTI OOMiHY peYoBMH B OpraHiaMmi, o ¥ OTpMMAaJO Ha3BY
CIIaJKOBA CXMJILHICTDH, ajie, IPOAB eKcIpecil mux rexdiB BigOyBaeThCs
JUIlle TpPM NEeBHUX IIPOBOKYHOUUX (aKTopax  cepemaoBHUIIA.
BcTranoBiieHO 1 BM3HAHO B3HAYHY pPOJIb TeHETWYHUX (paKToOpiB B

30 (Ayala F. J., 2015).
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MeIUIHI, O0yMOBJIEHY THM, IO OiOJOTIUHMI IIPOIleC, TAKUU SK
dopmyBanHs XBOpPoO, 3ajiyuyae AUHAMIUHY Ta iHTepPaKTHUBHY CHCTEMY
MOJIEKYJIAPHUX MOAiiAi Ha piBHI reHerukm, emnireHeruxku, MPHE,
TPAHCKPUIITUOMiIKM Ta MeTaboJIOMiKM y B3aemMoaili 3 QakTopaMu
cepenoBuina. TakuM UYMHOM, MYJIbTHU(PAKTOPHI 3aXBOPIOBAHHS MAalOTh
0araTo IPUYMHHY €Ti0JIOTii0, OCKiJIbKHU, IMIPOSABIAITE cede B yMOBax
B3aeMOil meBHUX Oe()eKTiB TeHHUX JIOKYCiB 13 HeCIPUATJIUBUMMU
30BHIITHIMU (paKTOpaMu, (popmMmyoun (PyHIAMEHT AJA HaTOJOTiuHOI
TpaHchopMallii B KJIIHIUHI IIPOABU.

Hapasi, icuye 0e3Jiu 3aXBOpioOBaHb MYJbTHU(MAKTOPHOI IPUPOIU,
AKi BiIHOCATHCS O Pi3HUX rajgyseil MeIUIIMHN: BHYTPIiIlIHI XBOopoOm
(BupaskoBa xBopobOa, OpoHXiajibHa acTMa, aTOIIIUYHUA OPOHXIT Ta
iHmii), pepmarojoria (IIcopias, aTOmiUHMNA AepMaTUT Ta iHIIMI),
eHJOKPUHOJIOTiA (IIyKpoBUil miabeT, maToJIOriss HIMTOBUIHOI 3aJI03U
Ta  iHmmi), OHKoOJIOris, mcmxiarpia (mm3odpeHidg, XBopoba
Anvreiiremepa Ta iHmi). IlocuThk cKJIagHaA CUTYyAallid CKJIALAETHCS 3
KapIiaJbHOIO IIaTOJIOTi€I0, OCKiJMbKM, V 0araTboxX BHUIIaJAKaxX MOMKHA
IIPOCJIIAKYBaTH arperaiiio cepleBO-CYAMHHUX 3aXBOPIOBAHHAX V
ImeBHUX poamHax. lleii acmeKT € aKTyaJbHUM IJId TillepTOHIUYHOI
XBOPOOM; aTepoCcKJIEPo3y AK MOPQOJIOTIYHOI OCHOBU YpPaKeHHA
KOPOHAPHMX, MO3KOBHUX, Nepu@epuuHuX CYAWUH; IujJaTaliiiHol,
rimeptpodiuHoi, PECTPUKTHUBHOIL KapaiomionaTuii; cimeiiHol
xoJiecTepuHeMii; cuaapomy Bpyrana; momoB:keHoro Q-T imTepsany, i,
BiJIIOBigHO, ST TesaKUX BI/JI1B apuTMi, apUTMOT€HHO1
Kapaiomionarii Ta iHmmnx3!,

Ilepenik xBopoO i3 MyJIbTH(HAKTOPHOIO IPUPOLOI0 YCIAAKyBaAHHS
€ IOCTaTHBLO INMMPOKUM, Pa3oM i3 TUM, Yy IUX BUMOAAKAX CKJIAIHUM €
BiIOKPEMJIEHHSA Ta AaHaJi3 TeHeTUYHOl KOMIIOHEHTH 1 B30BHINIHIX
(paxTOpiB, AKiI 3amycKaOTh IIATOJIOTIYHMWN KackKazg xsopobms32. Ciirx
BU3HATH, 110 BUEHi-T€eHETUKU HOCATJN CYTTEBOTO IPOTPECYy Yy I[bOMY
HAOpPsAMi pPO3B’sA3aHHA NOpPoOJeMaTHUKM, IKa XapaKTepu3yeThCS
imTenTudikamiero MOJEKYJAPHUX  MOaTTEPHiIB, BIAIOBIAHUX 3a
MaHiecTallil peHoTUNy Npu KOKHiIMI KOHKPETHi maToJIorii.

MoaekyasapHO-TeHEeTUYHUN MOiAXiJg Ta TEeXHOJIOTil PO3KPHUBAIOTh
TAKOK INNPOKI IMepCHeKTHuBU [IJd IHAWBIAYaAJIbHOTO JI000pPY
JiKapchbKOIo IpemapaTry 1 Moro mo3u aJisa mailjieHTra. Bimomo, 1110
MMaIjieHTH II0-PiBHOMY pearyioThb Ha BBeIeHHS TOI0 CaMOTO
JiKapchbKOro IIpermapary, IO 3aJeXHUTh Big Oararbox 3MiHHHX

31 (McNally E. M., 2017).
32 (Ayala F. J., 2015).

—43-



Kosanbosa O. M., MukmnteHko A. O.
MeAWYHI TO eTUYHI ACNEKTU FEEHETUYHOTO TECTYBAHHS | KOHCYABTYBOHHSI

mapaMeTrpiB, 3B dA3aHUX AK i3 QapMaKogIMHAMiKOIO JiKiB, Tak i
(GyHKIIIOHAJIBHUM CTaHOM opraHidaMy. BHecoK reHeTuuHux (pakTopiB
y BapiabeabHicTh peakiii cranosuth Big 20,0 1o 95,0% . HakonuueHo
HayKOB1I MgaHi, AK1I cBiguaTh, IO PO3XOJKE€HHS BIAMOBiAlLI Ha
JiKapcbKy  Tepalrifo 00yMOBJIEHO BapiaHTaMmu  HYKJIEOTHUIHOI
IIOCJIITOBHOCTI TeHiB, AKi KOoAYyIOTH (epMeHTH MeTabOJIi3My JIiKiB,
MOJIEKYJIN-TPAHCIIOPTEPN JIKIB 1 pelenTtopu, Bl3aeMOOiloul 3
JiKapcbKuMU 3acob0aMu33. Y reHOMi JIIOAMHU BUABJIEHO OiibIine 30-Tu
cimeiicTB (pepMeHTiB, [0 OepyTh yuacThb y mMeTabosismi JikiB. I'enm
BCiX ciMeMCTB BiJgpi3HAIOTLCA TeHEeTUUYHUM IIoJiMopdisMom, II[0
BUPAKAETHCA B PO3XOMKeHH1 O01IKOBUX ITOCJIIJOBHOCTEM
TpaHCJIbOBAaHUX HUMHU ()epMeHTiB. Baromi BmiauBu Ha e(peKTHUBHICTH
Iii JIIKiB MOXKYTh MaTU I'eHEeTUUYHI BapiaHTU KJIITHHHUX PElEeNTOpPiB.

TecTyBaHHS Ha T€HOTHUIIM, IO MAaIOTh BeJUKe 3HAUEHHS Y
BiIOBiAl opraHisMy Ha BBeIeHHS JIIKAPCbKOI pPeuoBUH, MOKJINBO
B)Ke B HejgaJlekoMy ManOyTHboMy. I'eHOTHITYyBAaHHSA MAa€ TaKOMXK
Ba)KJIMBe KJiHIUHEe 3HaAUeHHA [MIJIAd 1HAWBIAyaJIbHOI, HAYKOBO
oO0rpyuToBanoi Teparil marieHTa. HocaimkeHHs K IIbOMY HAOpPAMi €
IIpeagMeTOM, BiJTHOCHO, HOBOI AMCHUILIIHU — (papMaKOTeHEeTUKU, dKa
IIpeACcTaBJsg€ cO00I0 HAYKOBUM iHCTPYMEHT IIepCcOoHAaJIisallili XBOpOTro
IIig uyac TIpoBedeHHs JIiKyBaJbHOI cTparterii. MouaekyasapHo-
JiarHOCTHYHI MeToau MAJs ONTHMisallil JikapchbKol Tepamii — 1e
ChOTOJIeHHS ¥ Man0yTHEe (papMaKOreHOMIiKM.

TakuM 4YHMHOM, MIiACYMyeEMO: TeHeTHuUYHiI (paKkTopu TIparoThb
BaJKJIMBY POJIb y marojorii JogmHHM. B momyaamii  OyJio
imrerTudikosano Oigbmr Hixk 10000 MOHOreHHUX CIIQJKOBHX XBOPOO,
AK1 BpasKaioTh MLJIBMOHU JIOJAeN y CBiTi, 3arajoMm. JIikapi-reHeTUKM
IIOCTIMHO  YJIOCKOHAJIOIOTh METOAN  BH3HAUEHHS  TI'e€HeTHUYHOI
IIaToJIOTil, HiABUIIYIOTH PiBEeHb A1arHOCTUYHOI CIIPOMOIKHOCTL, pa3om
i3 TMM, Ha KaJb, JiKYBaHHs OLJIBIIIOCTI CIIaAKOBUX XBOPOO He icHYE.
3 1[bOT0, MOKHaA BU3HATH (hpaKT iCHYBaHHSA I'eHETHUUYHOro ne(eKTy i,
BifiTaK, IIPOrHO3YBaTU IIOJAJbIIIe yCHaAKyBaHHA y HamanakiB. Ciin
mam’siTaTu, IO OKPiM  MeOIWUYHMX  HACJIAKIB  TI'eHeTHYHOTO
3aXBOPIOBaHHS, iCHY€e I 3HAUHE IICUXOJIOTiUHe HaBaHTaKeHHs, AK Ha
caMoro XBOpPOToO, TaK i Ha ujeHiB ymoro pommHu. OT:ke, 3a3HaueHe €
HaJA3BUUYAHO T'OCTPOI0 mpodbiemoro. A, BiaTak, came A JiKapis-
reHeTHUKiB BasKJNBe 3HAUEHHSA Ma€ eTMUYHa CKJAaJoBa — IJaHOMipHAa i
cucTeMHa JOCHigHMIIbKA 1 HaAyKoBa [OisgJbHICTH, CIPSIMOBaHa Ha
ryMaHHe BUKOPHUCTaHHS JOCATHEHb MEeINYHOI I'eHeTHUKU.

33 (Suzuki S., Horinouchi T., Furusawa C., 2014).
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PO3AIA I
MPEHATAADBHE
TA NPEIMNAAHTALUINHE
FTEHETUYHE TECTYBAHHS

2. 1. MeTOAOAOriIS NPEHATAOABHOIO reHeTUYHOro
TE@CTYBOHHS

HaraabHuM € BM3HaATH, IO, i Hapasi, reHeTUYHI 3aXBOPIOBaHHS
IIOCial0OTh 3HAUHE MicIle B CTPYKTYPl 3arajibHOI IaToJIoTil B yChOMY
cBiti. Tak, yacToTa reHeTUUYHUX MNOPYIIIEeHb HaJiuye He MeEHIIe HiXK
2,566% B momyaaiii, y migomy, 180 muH. jgrmogeii. IHTeHCHUBHICTBH
IIPUPOSHOTO OOOOPY B JIOAMHMN y BHYTPINIHROYTPOOHOMY CTaHi €
BEJIMKOIO: CIOHTaHHI aboptu — B cepegubomy 15,0%,
MepTBOoHapomxeHi — 2,0% . Ilopan i3 muM, coagKoBi 3aXBOPIOBAHHSA
MOKYTh IIPHU3BECTH [0 IlepemdacHol 3armbesi myoma mim uac
BariTHocTi. AmKe, ypomskeHi amomaiii e€ mnpuumaoioo 20,0-25,0%
IIepuHaTaJIbHOI cMepTHOCTI (Tadua. 2.1).

Tabauus 2.1 OcHOBHI ITOKA3HUKN I€eHETUYHOTO TATaps,
ITOB’ A3aHOT'0 3 PENPOAYKTUBHUMMU IIJIOJOBUMU BTpPaTaMm*

IloxasHuk Beanuuna, %

CepenHsa yacTka aHeymJjaoigii emMOpioHiB 47,5%

(cragmia OmacromnucT — 5-6 MeHb PO3BUTKY)

YacTka BTpaTU BariTHOCTi JO MOMEHTY ii 10-22% 34

I1arHOCTHUKU

YacTka caMOBiJIbHO IIepepBaHUX BariTHOCTEU

- y mepuiomMy TPUMeCTPi 5,6+0,4% (odimitiai gaHi)
15-20% 35

34 [CupensauxoBa B. M. IIpussiunas norepsa 6epemennoctu / B. M. CugejsHUKOBA. —
Mocksa: Tpuaga-X, 2002. — 304 c.].

35 [Cepmiok A. M. Temodonzm i 3m0poB’A: BPOMMKEHI Baagu PO3BUTKY cepeq
HOBOHapo:keHux: Monorpagia / A. M. Cepaiok, O. I. Tumuenko, O. B. JIuHuaxk,
B. O. l'anaran, B. B. €xarin, II. O. Mukurenako, O. O. Ilosbka [Ta iH.] // 3a pen.
A. M. Cepaioka, O. I. Tumuenko — KwuiB: Y «IHCcTHTYT ririeHm Ta MemmdHOL
exosorii im. O. M. Mapseeea HAMH Vkpaiau», MBIl «Megiadopm», 2012 -
571 c.; IlecrpukoBa T. IO. IlepumHaranbHble nOTEPU. Pe3epBbl CHUKeHUA /
T. IO. ITectpukosa, E. A. Ipacosa, T. M. Byrxo. — M.: JIlurreppa, 2008. —
200 [C. 14] c.].
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Iloxa3HuK Beauuuna, %
- [OPOTATrOM yciel BariTHocTi 6,9+0,4% (odimitiui mami)
PenpoaykTuBHI IJI0A0BiI BTpaTu 8,2+0,4%

(3 mHux 40,9+0,4% uepes
reHeTUYHI YMHHUKN)
BennunHa eKcnpecoBaHOTO T€HETUYHOTO 3,4%+0,2%

TATaps PENPOAYKTUBHUX BTPAT Cepen
0arkaHMX 3apeeCTPOBAHUX BariTHOCTeH
YacTka giarHocToBaHuX Ta 3apeectpoBanux |2,2+0,01%

BBP cepen mapomkenux sxkuBumMu B YKpaini ((1,2+0,1% - reHeTuuHO

3YMOBJIEHUX)

YacTka reHeTUYHUX PO3JAaLiB cepel ycix 4,4+0,2%

BUIIAJIKIB 3apeEeCTPOBAHUX BariTHOCTeM, AKi

3aKIHUMJINCS KUBO-, MEPTBO-

HaAPOIKEHHAM, CAMOBLJIBHUM BUKUIHEM,

3aBMeEPJIOI0 BariTHICTIO UM IIepepuBaHHAM 3a

MeINUYHIM HOKAa3aHHAM

YacTka HaceJleHHs, 1[0 € HOCieM 21,0% - ymMOBHO 340POBi

XPOMOCOMHOI IIepe0yI0oBU UM MyTaIlil (41,0% - 3 ypaxyBaHHSIM

TeHHOI'0 3aXBOPIOBAHHS piaKicHMX TeHHUX XBOPOD)
23,2% - xBopi Ha
Oes3ILIigHICTE

(43,2% - 3 ypaxyBaHHSIM
PiAKiCHMX TreHHUX XBOPOO)
Iacepeno 36 * CucremarnsoBaHo y TabJIMYHOMY BUIVISAL aBTOpaMMU MOHOrpadii

3azHaumMoO i mpo Te, IO y OLABIIOCTI BUOAAKIB aHOMAaJbHUN
PO3BUTOK JIUTUHUH, IIe Ha Iii BHYTPINIHBOYTPOOHOMY eTari,
CIPUUYMHAIOTL MIAaTOJIOTIUHI BiAXMJEHHA B XpoMOcOMaX Ta TeHHi
myTarmii. 3a maHumu BcecBiTHBOI opramizamii oxXopoHu 340pOB A
(BOO3) 5,0-8,0% BariTHOCTeIl 3aBEepPINYETHCA HAPOIKEHHAM IiTel i3
reHeTUYHUMU Ae)eKTaMMu, II0 IPHU3Bele JI0 iHBaJIigHOCTi. 3 HHUX,
O0mu3bKo 3,0% IOpyIlIeHb CTaHy 340POB A OUTUHU — BUKJIUKAHI
reguauMu MmyTamiamvu, 0,8-1,0% - moB sa3aHi 31 3MiHOIO XpPOMOCOM,
2,5-3,5% BuUDagKiB — ypom:xeHi Bagu PO3BUTKY, i O1u3bKo 1,5% -
MyJbTU(PAKTOPHI XBopoOm. ¥ PO3BHHEHMX KpalHaxX TIeHeTuuHa
IaToJioriss peectpyerbesa Big 36,0% 1o 53,0% xBopuX HmemiaTpUUHUX
cTalioHapisB.

3a ypaxyBaHHS CTAaTUCTUYHOI 0a3u JaHUX, IKa pelpe3eHTOBaHA
€sponeiicbkkum 610po BOO3 — i3 1000 memosiar y €Bpomi — 30 maoTh
MuHOKUHHI BBP, 32 — XxpomocoMHi 3axBOpioBaHHS, ( — CIaIKOBi

36 (Mukurenxo . O., 2017).
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3aXBOPIOBaHHA. 3acBimueHo, mio 1/4 xBopux i3 MHOXmHHuUMU BBP
BMHUpPAa€E B AUTAYOMY Bini, 1/4 — mae iHBaJIigHicThL, 0araTo XBOPUX
BMMAaraloTh KOpPeKIlil mux mopyuieHb. Ilo Toro &, 43,0% xBopux i3
TSKKUMU ~ podymoBuMu  mnopyimienHamu — (IQ<50) obymoBiaeHi
MOHOT'€HHOIO IIaTOJIOTi€el0 a00 XPOMOCOMHMMM aHOMAJIisIMMH.

Y ni BigmoBigHOCTI cJif BKasaTu i1 Ha Te, IO OCHOBHOIO
ckaanoBoo xpomocom € IHEK, saxa BimmoBimae 3a 30epekeHHsS Ta
peaJiizaliiro CIIagKOBOI TeHeTHYHOI iH(popMmaIlil »KMBMX OpPraHisMiB.
XpomMocoMHU JIIOAMHY HAJNIUyIOTh 22 mapu ayTocoM, AKi 3arajbHi AJs
BCiX Jirozeii, He 3aJIe’KHO Bif cTaTi, Ta 23-10 mapy cTaTeBUX XPOMOCOM
(roHOCOM), AKi BU3HAUAIOTHL OMHY 3 XapaKTEePUCTUK IeHeTHYHOI cTaTi
— XX masa :xkiHok 1 XY s gosoBikiB. Ha sxajb, mpu BariTHOCTI icHye
IIIaHC HaAPOAUTH JUTHUHY 3 XPOMOCOMHOIO aHOMAJi€lo, II0
IIPOABJAETHCA 3MIHOIO KIJBKOCTI KOHmifi XpoMocoM, TaK B3BaHI —
aHeyILIoiAil, Ta/ UM MaJIeHbKUX YaCTOK XPOMOCOM, TaK 3BaHI —
MiKpojeJierrii.

OcHOBHI e(peKTH XPOMOCOMHHX aHOMAJIili BHUABJISIOTHLCA Y IBOX
B3a€MOIIOB A3aHNX BapiaHTax: JIETAJIbHOCTL I HPUPOAMKEHUX Balgax
Po3BUTKY. BifgsnauaeTsca BeanKa KijgbKicTb 1o 45,0% xXpoMocoMHUX
aHoMaJil, II[0 NPU3BOAUTHL OO CMepTi IIoma. Bpaskae NIoKasHUK
XPOMOCOMHIX aHOMAaJIiii y abopryciB. Tax, 3okpema, Ha Tepmini 2-4
oxHL — vy 60,0-70,0% Bunaakis, y maoniB-Bukunuis II tTpumectpy
Taki aHomaJil BuaBiaAa0TbeA v 25,0-30,0% Bunaakis, a y mionis, Aki
garupyau micasa 20 TuxKHIB recramii — 7,0 % BuUmagkis.

I'emeTuuHi aHomaJii, SAKi BUHUKAIOTh Y KJIITUHaAX, MOXYTb
BUKJHUKATU PIi3HI HAaCJIAKU: BSaJUINUTHUCA HEUTPaJbHUMHU OJsd
KJITUHU, 3yMOBUTH 3arudeiib, aKTUBi3yBaTU IO KJIiTHHY, 3MiHUTU
ii ¢ysrmii. Hai0igbmr pPoO3MOBCIOMAKEHUMHU AaHEYIJIOIAiAMU €:
Tpucomisa 21 (cuaapom Ilayna), Tpucomia 18 (curnapom Exsapmca),
Tpucomisa 16, tpucomia 13 (cumapom Ilaray), Tpucomis 9. Ilo Toro
'K, HaAHOLJIBIINWI BKJIQJA B I[I0 HETaTUBHY CTATHCTHUKY BHOCHUTH TaKa
XPOMOCOMHA IIaTOJIOTisA, AK xBopoba JlayHa abo Tpucomia 21, uacrora
sakoi ckygazae 1 ma 650 — 1000 :KuBUX HOBOHAPOAKEHUX 1 € HANOIIbIII
ImommupeHux cepen aHeyiwoinmiti. IloaBa 1iel maToJjorii cTporo
KopeJroe 3 Bikom marepi. Cuaapom IlaTay 3ycTpiuaeTbcss 3 4aCTOTOIO
1 ma 16000 HoOBOHApPOIKEHMX, dYacTOTa TaKOXK 30ijgbIIiyeThbca 3i
gpocranHaM BiKy wmarepi. Cuaapom EgaBapaca peecTpyeThesa 3
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yactoroio 1 ma 5000 HOBOHaAPOMKEHUX, aJje, OiJIBIIiCTh HJIOAIB — He
I03piBaloOTh 4O TEepMiHy Iosoriss’,

Ciinm Big3HauuUTH, IO HOCATHEHHS MEIWUYHOI F'eHeTUKU 3MiHWIN
MeIUIIMHY B 0OararboxX BigHOCMHAX 1 B3HAYHO IIIABUINUNJIN PiBeHb
MeIuIMHM, 3arajgom. IIporpec B MoJekyJaapHiN Oiojgorili Hazas
3HAHHSA JJIs PO3YMiIHHS NPUPOAN TeHeTHUYHmX XBopoO. CrTBOpeHa
HayKoBa ILIaTopMa IJIs peaJisallili mMux JOCATHEHDb Yy IPAKTUUYHOMY
HaIpPAMKY, a came — BimOymoBu crTparerii crmernu@iuHol AiarHOCTHUKU
CIIAJIKOBOI IIaTOJIOTII Ha caMHuX PaHHIX cTamifAX PO3BUTKY JIOAWHU
(emOpioH, maix) 3aBOAKM MeTOJIaM NPEHATAJIbHOTO MOCJiIKeHHS.

IIpecumniToMaTUHEe /TPEKOHIIENIIIIIHE TEeCTYBaHHA He TLIbKU
CIIPOMOJKHE OTpPHUMYyBaTH iH(pOpPMAIil0 CTOCOBHO IUTHUHU, a TaKOX
BU3HAUYUTU HOCifA MATOJIOTIYHOIO reHa, CcTaryc iHmux poamdiB. Ila
METOJOJIOTiA cTajla KJIHIYHOIO peabHICTIO 1 € HeBix €eMHOIO
YaCTUHOI PYTHUHHOTO MOHITOPHMHTY CTaTyCcy MOUTUHH IIe g0 ii
Hapoa:KeHHA. IlokasaHHAMUN [OJA OpPeHaATaJbHOTO TecTyBaHHSA
cayskaTn3®  imgumBigyanbHuMi abo cimMelHuii aHaMHe3, AKHH
OOyMOBJIIOE: IIiABUINEHUII PHU3UK aHEYIJOIAill XpoMOCOM ILJIOJA;
HaApOJAKEeHHA XBOPOI JIUTHMHU 3 TEeHEeTHYHUM 3aXBOPIOBAHHAM;
BUKUIHI; MeBHA eTHiUHA Ipyla; BigxmjaeHHsa 0ioXiMiuHMX MapKepis;
daTpuMKa ab0 aHOMAaJIiAd PO3BUTKY ILIOAY Hpu mnpoBeaeHHi Y3]I;
HOCIiMICTBO IIaTOJIOTiYHOT'O I'eHa; XPOMOCOMHIi abeparrii; HasgBHICTh X-
3UYelJIeHNX 3aXBOPIOBaHb; BpPOMKeHI amoMmaJtii MeTabo0JIi3MYy;
reMorJiooiHomarii, Miomarisa IrommeHa Ta  1HIIL  CHaAKOBi
3aXBOPIOBAHHS B POJMHIi; IIepeHeceHi IIii yac BariTHOCTI BipycHi
ig(exIil; BKUBaHHA MalOyTHIMI OaThbKaMu HAPKOTHUKiIB abo iHIIMX
TOKCUYHUX PEYOBUH, a TAKOXK BiK MaTepi crapiie 35 pokiB abo 32
POKU 1 cTapiie AJd BariTHOCTI ABiiHEIO.

To:k, caMe BiKOoBa HOPOAIJIJISA NpeACTaBJs€ 3HAUHMN KJIIHIUHUN
PU3UK y TaJdy3l PenpoAYKTHUBHOI MeIUIIMHUN Ta MeIUYHOl I'eHEeTUKU.
Amxe, 3 BiIKOM, B3MEHIIYETHCSA pPe3epB Ta AKICTh OOIUTIB,
penpoaAyKTHBHA 3OaTHICTh JKIHKM Ta MOiABUIIYETHCA  PUBUK
aHeyiioniis?. Taxk, 30Kpema, [0 MOKasaHb [IJsA IIPEHATAJIbHOI'O

37 (Online Mendelian Inheritance in Man, OMIM (TM). Down syndrome. Baltimore:
Johns Hopkins University. 2016, Noninvasive Prenatal Testing for Trisomies 21,

18, and 13, Sex).
38 (Chromosome Aneuploidies, and Microdeletions: A Health Technology Assessment.

Health Quality Ontario, 2019).
39 (Demko Z. P., Simon A. L., McCoy R. C. et al., 2016).
50—



Poaain Il
MNpeHATAAbHE TA NPEIMNAQHTALINHE TEHETUYHE TECTYBAHHSI

TeCTYyBaHHSA BiTHOCATDH TaKOXK i HasgBHICTL v BariTHol
MEPTBOHAPOIMKEHOI IUTHMHU B MOIEePeaHiX BariTHOCTAX, 3armodesi
IJIoga B HeOHaTaJbHUMM mepion. bBe3ymMoBHO, i1 BCTaHOBJEHHS
IiarHo3y, A0 IPOBeJeHHS IeHeTHUYHOTO aHaJidy, HeoOXigHO IpoBeCcTHn
00CTe)KeHHsA [OUTHUHMN 3 BKJIOUEHHSAM IIaTOJOTOAHATOMIUHOTO Ta
0aKTepioJoriuHOro  OOCJHiMKeHHS, 3a IIOKa3aHHAMM, I1HIINMU
MeTomaMu. SIKIo 3HalgeHa MHOMKHMHHA CTPYKTYPHa aHOMAJIid IIpH
IOCJILIKEeHH1 — TOo, IIe 1 € MOKa3aHHAMU IJIS TOAAaTKOBOI'O IIOLAJBIIIOTO
TeHeTUYHOI'0 OOCTeKeHHd.

3 1[bOT0, BUBHAEMO, II[0 Ai€BUM CYyUYaCHUM iHCTPYMEHTOM BeIeHHSI
BariTHocTi Ta 3a0e3leueHHs HAPOMKEHHS 3J0POBOI JIUTHUHHU €
IIpeHaTajJbHa pAiarsoctuka. IIpenaraibHe TecTyBaHHs, TI'OJIOBHUM
YMHOM, 3aIJii J0PomoBOol imeHTm@ikaIiii tpucomii 21 (cuHApPOMY
Hayna), mouajyio 3ampoBajmskyBaTuca B CIIA, moumnHatoum 3 1974
poxy40. IIpeHaTa/sibHe reHeTUYHE TECTYBAHHSA IPEACTABJSAE BAKINBUI
po3aisi MeZMUYHOI TeHeTHKH 1 moAijaseTbcsd Ha iHBa3uBHE Ta
HeiHBas3UBHE.

Ilo HeiHBA3MBHOTO TECTYBAHHSA BiJHOCATL MOCJIIIMKEHHS KPOBi
BariTHol Ta VyJbBTPa3BYKOBe MHOCJHiIKeHHA IJjoJa, OO0OJIOHOK,
IIJIaIleHTH.

IuBasuBHI MeTOoAM IIpeHATAJbHOI JiarHOCTUKHN BKJIOUAIOTH PidHi
MaHINyJasIil, 0 HoTpeOyIOThL BTPYUYAHHS B IIOPOKHUHY MATKU.
Cepen 1mmx nDpUMOMIB, HAWOIJILIIT BasKJIWBUMMU, IIPEACTABIAIOTLCS
HAaCTYyIIHi: aMHiOIleHTe3, IOCJIiI;KeHHsA  BOPCHHOK  XOpioHAa,
deTockomisag, IJIaleHTOIleHTe3, KOPIOIleHTe3, Oiomcia TKaHMH Ta
OpraHiB ILJIOAY — HIIKipu, M’s3iB, MeUiHKU.

I[o HeiH6a3UB0H020 MecmyBaHHs 3 BUSHAUEHHAM O010XiMiuHUX
MapKepiB BariTHOCTi, acoIlifioBaHUX i3 BajgaMu PO3BUTKY, V T. Y. U
FeHEeTUYHOI'0 ITOXOIKEeHHsS, B ICTOPUYHOMY AacCIIeKTH, MHEePHINM CJif
BBaKaTU 3alPOIIOHOBAHE NOCJIMKEeHHS B KPOB1 KiHKU PiBHA abda-
(eronporeiny (AIIDP)4., VYV mnopansiiomy, 3amjas 0OioximiuHoro
CeJIEKTHBHOTO CKPUHIHTY BariTHUX — OyJu OOJATKOBO BigHaumeHi i
inmi 6ioximiumi mapkepu. Tax, 3okpema, 3a Hakasom MimicTepcTBa
oxopoHmu 3m0poB’sa YKpainu 3a N 641/84 Big 31.12.2003 pokry —
PEKOMEHAYEThCS INIIPOBOAUTH BU3HAUEHHA eMOpioHcmenmu@iuHmx

40 (Wald N., Cuckle H., Royston P., 1988, Egan J. F., Benn P., Borgida A. F. et
al., 1997).
41 (Cuckle H. S., Wald N. J., Thompson S. G., 1987).
51—



Kosanbosa O. M., MukmnteHko A. O.
MeAWYHI TO eTUYHI ACNEKTU FEEHETUYHOTO TECTYBAHHS | KOHCYABTYBOHHSI

O0iynKiB cupoBaTKM KpoBi y I TpuMmecTpi BariTHOCTi (10-13 TH:KHIB) a0
y II Tpumectpi BariTHocTi (15-20 TuKHIB).

MapkepHUMHU OiTKaMM CUPOBATKU KPOBI €:

-y I-my Tpumectpi — mnaasmeHuii mporeiH A (pregnancy
associated plasma protein-A, PAPP-A) Ta BinbHa Oera-cyOoguMHUILA
xopioHiuHOro romagorponiny (6era-XI');

- v II-my Tpumectpi - a-eromporein (anxbda-PII), Oera-XI',
BIIBHUM eCcTPioJ; KOHIIEHTpAIlid MapKepHuX OiJIKiB 3aJeXUTh Bif
TepMiHy BariTHOCTi, Barm KiHKM, CTaHY ILJIOJA, HasSBHOCTI eKcTpa-
reHiTaJbHOI IIaTOoJIOTiI y BariTHol Ta iH.;

- HeOoOXiZHOI0 YMOBOIO IIPOBeIeHHs O0iOXiMiUHOTO CKPHUHIHTY €
3M11ICHEHHS PO3PaxXyHKY 1HAMBIAYaJbHOTO I'€HETUUYHOTO PUIUKY;

- PEKOMEHAYETLCS  IIPOBOAUTH 2-MapKepHuUy  OioximMiuHmMi
cKkpuHiHr y I-my TpumecTpi BariTHocTi — BudHauenHsa PAPP-A Ta
boera-XI', y II-my TpumecTpi BariTHOCTi - BU3HAUeHHA PiBHA ajbpa-
dDII Ta Gera-XI' (momBiiiHUIT TecT), ab0 3-MapKepHUN CKPUHIHT —
IMJIAXOM TecTyBaHHs ajbpa-PII, 6era-XI' Ta BiIbHOTO ecTpioiy
(moTpitiHuii Tect).

Baritaum KiHkam, aKi Oyam obOcrexxkeHi y I-my Tpumectpi
BariTHOCTi, peKoMeHAyeTbcA y II-My TpumecTpi — BU3HauaTHU JHUIIIE
piBenb anndadIl42,

Ilo HeiHBA3WBHOTO METOAY  IIPeHATAJbHOTO  TeCTyBaHHSA
BiIHOCUTBHCA METOH yJabTpacoHorpadgii, AKMi Mae JIITUPOKUN
TiarHOCTMYHMI  giama3oH. 3a  JOIOMOIOI0  YJIbBTPa3BYKOBOTO
mocaimkenusa (Y3Il) MosKHa  BU3HAUUTU: CKIJIBKU  IJIOMAIB
3HAXOAUTHCA B MAaTIli; CTaH ILJIAIIEHTH Ta HABKOJOILJIOAHOI PiAWHU,
TepMiH BariTHOCTi, BiJICYTHICTL BiJCTaBaHHS PO3BUTKY IIJIOAA, CTATh
IUTUHU, O3HAKUN 3arpo3W MUMOBIJIBHOTO BUKUIHS.

B octanHi pokm 3HAaUHO HOKpaIlujacsd TOUYHICTH IILOT'O METOLY,
TOMY, BiH cTa€ 000B SI3KOBUM i PYTUHHUM IIPU OOCTEXEeHHi BariTHUX.
IITupoke BUKOPUCTAHHSA HEiHBA3WBHOI METOAWKU YJIbTPa3BYKOBOTO
IOCJTiI)KEeHHs 3 TeXHiKOI KoJibopoBoro ([lormmiep) ckaHyBaHHS Ja€
MOJKJIMBICTL BHUSBHUTH PisHiI aHomaJtii miaoma, AKi paHimie OyJm
HEeJOCTYIIHIMM JiarHOCTUIIL ¥ BUABJIAJIUCS JINIIIE MIicJIA HapoOIsKeHHs
muTuHu. Tak, 30KpeMa, V ILJoJa BUSABJAIOTLCA CTPYKTYPHI
IIOPYVIIIEeHHS cepls, AedeKTH 1HIIMWX OpraHiB, IeHTpPaJbHOI HEPBOBOI

42 Haxasz MO3 Ykpaiau 3a Ne 641/84 Big 31.12.2003 p., 3a Ne 684 Bif
20.10.2015 p.
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CHCTEMHU, OIIOPHO-PYXOBOT'O amapary, II0 MOaloTh MHTiAcTaBy MOJd
IIOINYKY NPUYMH aHOMAJili: TeHeTHUYHI XBOpPOOM, COMAaTHUUYHiI XBOpoOu
(mykpoBuit miaber Ta iHmIi), aJkoroabHa ab0 HAPKOTUYHA
3aJIe;KHICTh, BIIJIMB TepaTOreHHUX (paKTOPiB miJ yac BariTHOCTI.

Baritua mnoBuHHa mnpoxomutu Y3 B mepiox 11-13 TukHIB
BariTHocTi. Ile ekcrepTHe 00CTEeKeHHA MPOBOAMUTHCSA CIIeriasicTom i3
IIpeHaTaJbHOI JiarHOCTUKU 3aJJIs1 BUSIBJEHHSA YCKJIaJHeHb BariTHOCTI
Ta MapKepiB XpoMOCOMHOI anoMaJIil mirona. ¥ 3]l mepuioro TpuMecTpy
3aJIUNIAEThCA BaKJUBUM [JA: BUMipIOBaHHS TOBHIMHU KOMipIieBOl
30HU, BUSABJIEHHs Tinmomjasii KICTOK Hoca; BHUABJEHHA 1HIIINX
BPOJKEHUX aHoMaJili. 1KMo mpu yJIbTPa3sBYKOBOMY MOCJIIIKEeHHI
BUSABJSETHCSA MEPEBUIIEHHS HOPMM TOBIIMMHN KOMIipIleBOl 30HU YU
1HIIIa ABHA aHOMAJIis, TO MHAIliEeHTOB1 CJIi AiarHOCTUYHE TeCTYBaHHS
3 IIOIIYKY T'eHeTUYHMX UMHHHUKIB KJIHIYHOIO CTaHy, a TaKOX —
IIOJAJIBINTY yJbTpacoHorpadiro Ha 16-18 TmkHI (monyckaerbesa 15-21
TUKIEHb) 3aJJIs HOIIYKY CTPYKTYPHUX aHOMAJIIHA IJIOAY.

IlomaTKOBO CJIiT BKa3aTd 1 Ha Te, IO B pasi, KOJM BUHUKAE
IIiTo3pa CTOCOBHO JAe()eKTy IIJIoZa, TO NMPU3HAYAETLCA MTOCJIIIKEeHHS
KpOBiI MaTepi AJsd IOAAJbIINX eTaliB IIpeHaTaJbHOI MiarHOCTHUKU.
Hociim:xkeHHA  KpoBi MaTepi Ha  a-peTonpoTeiH, HAKUU €
BHCOKOUYTJUBUM TecTOM B TepMiHi 16-18 Tu:kHIB BariTHocTi, B
KOMILJIEKCI 3 BuUABJeHUMU 3a pormomoror Y3l nmedexriB, Hamgae
MOKJIMBICTHL [iarHOCTyBaTu aHeHIledasiro Ta medeKT HepBOBOI
TPYOKHU. ¥YJIBTPa3BYKOBI O3HAKU aHEYILJIOIAill XpoMocoM ILjIojga OyJo
BKJIIOUEHO /10 KOMILJIEKCY A1arHOCTUYHUX MapKepiB cuHApomy llayHa
IIle 4O HAPOI KEeHHS TUTHUHIYS,

3a3HaUYMMO, II0 BasKJIMBUM €TalloM HeiHBa3MBHOT'O TECTYBAHHS €
IOCJiI)KeHHs KPOBL MaTepi 3a1Jis BUABJEHHS pedyc-aKTopa IjIoja,
HeiHBa3WBHOT'O MIpPeHaTaJbHOT'O CKPUHIHTY TpHcOMiii xpomocom 21,
18, 13 ra crari maoma. IligcTaBoio s ©NpoBedeHHSA IIHOTO
IOCTiI)KeHHsI € HayKOBI po3poOKm, #AKi 3acBigumiam, 110, Kpim
matepuHcbkol JITHK, maasma kKposi BariTHux kKiHok wmictuth JTHEK
IJIONY, ITO0 HaaxXoauTh i3 maamenTu. MatepuHcbka [THK mHamgiuye,
npuodausuo, 10,0% ITHK i3 maamenTu, Tak 3BaHa, (eranabHa [THE,
ta 90,0% HHK maTtepuHChKOrO moxoms:keHuA*4. Ilo TOro », CyTTEBUM
IOCATHEHHSAM IIpeHaTaJbHOI [giarHOCTHKM OyJ0 BCTaAHOBJIEHHS

43 (Kagan K. O., Wright D., Maiz N., et al., 2008, Guanciali-Franchi P., Iezzi I.,
Soranno A. et al., 2012).
44 (Wang E., Batey A., Struble C., Musci T., 2013).
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IIPUCYTHOCTI B KpPOBlI BariTHOl KiHKM (QeTanpbHUX KJIITUH, HAKi
JTOCTYNHI MOJEKYJAPHOMY IITUTOT€HETUYHOMY MJOCJiJIKEeHHI0 Ta
HAJA0Th iH(OPMAI[il0 CTOCOBHO XPOMOCOMHOI IIaToJorii miaogad.

Ilopsan i3 UM, 3aJ1d HelHBa3MBHOTO TeCcTyBaHHSA
BUKOPHCTOBYIOTh 3pasKU KPOB1 MaTepi, 3 IJIa3MU AKNX BUIIIAIOTH 11
INHEK i IHK mrony, aki migmatorbesa aHamunidy, moumHaoum 3 9-10-ro
TH:KHA BaritHocTti. Cuaixm 3Bakatm Ha Take: ¢etanbHl J[[HEK
3’ABJISAETHCS Y KPOBOTOIIL MaTepi, MoYMHAOUM 3 5-7 THMIKHS recTalril
3 MaKCUMaJbHUM HakonmueHHAM B 13-16 TumikHi recramii. Ilpu
nmocarHenHi 9-10 THmKHA BXKe MOYKHA IIPOBOAUTH IIpeHATAJIbHUN
CKPUMHIHTI BariTHOI JKIHKM, AKHHA Mae€ 3HAUHY MOQiarHOCTUYHY
BaJIigHiCcTR6,

MeTa npoBefeHHSA IILOT'O JOCIIMKEHHS — Ile CKPUHIHT HaNO1JIbII
PO3MIOBCIOIKEHNX XPOMOCOMHUX aHOMAJIIN IIJIOAY, SAKi IPU3BOAATH J0
BUHUKHEHHSA BaJ PO3BUTKY, 3aTPUMIII ICUXOMOTOPHOTO PO3BUTKY Ta
coliajmbHOl pmesazamnrtartii auTuHU. [[JIA IIHOTO BUKOPUCTOBYIOTHLCS
HOBi TexHOJIOTil, AKi mo3BosaATh: BuaBuTu (Qeranbui [THK, aki
IIUPKYJIOIOTh B KPOBiI BariTHOi, po3mIM(pPyBaTU MIJAbAPAU KOIIill
dparmentie [HK B omgHomy 3pasky 1 posmomiauTu ix 3a
XxpoMocomMaMu. TecT MOXKJIMBUN AK IPU OJHOILJIIAHIN BariTHOCTi, Tak
iy BUmagKy ABiHiHI Ta BU3HAUa€ BiICyTHIO a00 JOJIATKOBY XPOMOCOMY,
AKa MNOPU3BOAUTHL MO0 BPOMKEHMX Bald, a TaKOoMK [0 IIOPYIIeHb
IICUXOMOTOPHOI'0O PO3BUTKY Pi3HOro crymeHst’.

Bkasana meTonuKa HeEiHBa3WBHOIO MIOCJIMKEHHS [Ja€ 3MOIy, 3
BHCOKOIO TOUHICTIO, IPH IIbOMY, i 0e3 pU3UKIB Ta YCKJIaTHEHHS
mmepediry BariTHOCTI BUSBUTH YM BUKJIIOUUTH Y ILJIOAAa HaldacTiImi
XPOMOCOMHI aHOMAJIil, a caMe aHeymJaoinil ayTocom: cuHapom [layHa
(trpucomisa 21), ITaray (tpucomia 13), Easapaca (Tpucomisa 18)48, Ilpu
HasIBHOCTI IEeBHUX NOKa3aHb, HelHBa3MBHE TeCTYBAHHS CIIPOMOKHE
TaKO)X BUSABUTU aHEYILJIOiAil cTaTeBUX XpoMocoM: cuHApoMm TepHepa
(HagaBHicTh Jwuime oxHiel X XpoMocoOMM YV JKIHOK); CHHIPOM
Knattndeabrepa (HasgBHICTh M0JaTKOBOI X XPOMOCOMHU Y YOJIOBiKiB);
Tpucomii mo X xpomocoMi y KiHOK i cuapomy SAKobca (momaTkoBa

45 (Krabchi K., Gadji M., Samassekou O., Grégoire M. C. et al., 2006, Benn P.A.,
Campbell W. A., Zelop C. M. et al., 2007).

46 (Bianchi D. W., 1990., Choolani M., Mahyuddin A. P., Hahn S. 2012,
Norton M. E., Jacobsson B., Swamy G. K. et al., 2015).

47 (Gil M. M., Galeva S., Jani J., Konstantinidou L. et al., 2019).

48 (Lau T., Cheung S., Lo P. et al., 2014, Porreco R. P., Garite T. J., Maurel K. et
al., Skrzypek H., Hui L., 2017).
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xpomocomMa Y Yy UYOJIOBiKiB). 3asHaummo, 1o cumHApOoM TepHepa
gycrpivaeThecsas 3 uyactororo 1 mHa 2000-2500 HoBOHApPOMKEHUX
sKimouoi crari, cuapom Kiaanwmdenbrepa — 1 ma 500-1000
HOBOHAPO/IKEHUX Y0JIOBIUOI CTaTi.

IopomoBuU#l CKPUHIHT, SAKHI OPOBOAUTHCA Yy  OLIBIIOCTL
PO3BMHEHUX KpalH, Ma€ 3a MeTy BUSBJEHHS Ta OIIHKY PUBUKY
OCHOBHUX AaHEYILJIoimiii. 3a cleliajJbHOI0O IporpaMoio, Ha IIicTaBi
ITaHUX YJbBTPa3BYKOBUX CKaHYBaHb IIJIOJA, IIOKAa3HUKIB OioxXimMiuHmMX
MapkepiB, pesyabTaTiB [[HK-TecTyBaHHA — IPOBOAUTHLCA PO3PaXyHOK
IHAUBiAYyaJIbHOTO PUBUKY XPOMOCOMHUX CHUHIPOMIiB. 3a
pe3yJbTaTaMu IIbOT'O aHaJi3y y BariTHOI BH3HAUaAlOTh HU3bBKUIM,
cepenHiii abo BHUCOKMI pu3MK. ¥ IIeBHUX KpaiHax, OJIs IPOBeAeHHS
IMHEK TecTyBaHHSA, BULLJIAIOTHL KaTeropil pusukxy49.

3azHaumMo, 1110 Kareropisa I — BusHauaeTbcsa JiKapeM Ha IigcTasi
TaKUX NOKa3HUKIB: Bik KiHKu > 40, mo3uTuBHi Oioximiumi Tectn,
IIOIepeNHsl BariTHICTh i3 HaAPOAKEHHAM AUTHHU 3 XPOMOCOMHOIO
aHomaJieio, nmpu Y3l mepeBuIllleHHA HOPMHU TOBIIMHM KOMipIleBOIl
goHn > 3.5 mm. Kareropis II — BuaHauaeTbcs TeHETHKOM abo
cremiajicToM i3 TmIpeHaTaJbHOI MaTOJIOTil 1 BKJIOUaE€ HACTYIIHI
Kputepii: npu Y3l BusBiaeHHs (PeTaJIbHUX aHOMAJil, AKi HaZalwTh
IiCTaBy AJIS MOYKJIMBOI HAsABHOCTI y mioga Tpucomii 21, 18, and 13,
IIO3UTUBHI KOMOiHOBaHI TecTm 3 BHU3HAUEHHAM  MapKepiB
IIpeHaTaJbHOTO CKPUHIHTY y KiHKU. lloKkazaHHAM [AJiA IIPOBEIEeHHA
npeHartarbHoro [HK crareBux XpomMocOM CKPUHIHTY €: pPU3UK
cTaTeBUX IOPYINIeHb (3a HJaHUMU aHaMHe3y), Y3l o3HaKu cTaTeBUX
XPOMOCOMHUX aHeHyIIoAit, Y3l o3HaKu IOpyIlIeHb CTaTeBOl
IeTepMiHaIrii.

3asBuuaii, [HOJdA I[OpeHaTaJbHOI [giarHOCTMKM B  YKpaiHi,
BUKOPHCTOBYIOTh TaKi mnporpamu, Ak <«Acrtpamig« («Astraia») i
«IIpicka» («PRISKA»)39,

3a MU IporpaMaMi MOKHA BM3HAUUTHU IIOETHAHUUM PU3UK 3a
CYKYVIIHiCTIO (paKTOPiB, IO JO3BOJISIE€ YiTKO BCTAHOBUTH IIOKAa3aHHS IO
iHBasumBHOI mIpeHaTaJbHOI miarHoctuku. First trimester prenatal
screening (Prenatal Risk Calculation) mpoBoguthcss B Tepmin iz 10
THKHIB — mo 13 TwmikHiIB BaritHocTti. BioximiuHi mapxepu: piBHI
BimbHOI [(-XIT'4, PAPP-A. IIporpamma PRISCA 1 Ttpumecrpa

49 (Wright D., Kagan K. O., Molina F. S. et al., 2008, Alldred S. K., Takwoingi Y.,
Guo B., 2017, Kagan K. O., Sonek J., Wagner P. et al., 2017).
30 (Craceuko T., 2017).
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po3paxoBye pusukm: Tpucomii 21 (cmmapom JlayHa), Tpucomii 18
(cuagpom Ensapmca) i tpucomii 13 (IIaray). Second trimester
prenatal screening (Prenatal Risk Calculation) npoBoguThbca B
Tepmiam 14 TmxHIB — 21 THMMKIeHb BariTHOCcTi. Bioximiuni mapkepm:
piBui XI'H, ADPII i ecrpiosa. IIporpama PRISCA 11 Tpumectpa
po3paxoBye pusuru: tpmcomii 21 (curapom [layHa), Tpucomii 18;
nedeKTiB HepBOBOI TPYOKU.

Pazom i3 Tum, y pasi OigBUIIEHOTO PU3SUKY, IPU IIPOBEAEeHHI
HeiHBa3MBHOTO IIPEHATAJLHOIO TeCTYBAHHSA, BATITHUM IPOIOHYIOTLCS
coeliajJbHlI JgiarHoCTMYHI TecTH, dAKi BKJIOUYAIOTh 1HBA3UBHI
METOINKMN. BesymoBHO, 3HAUYHY iH(popMaTHUBHY IIHHICTH
IIpeJCTaBJAIOTh, 1HBa3WBHI MeTOAM IIpeHaTaJbHOl MJIarHOCTUKU —
aMHioIleHTe3, KOPJOIleHTe3, JOCaiKeHHs BOPCUHOK X0OpioHa Ta iHIIi,
K1 mpu3HadYaTh 3a CHeIUu@MIiUHMMHN IIOKAa3aHHAMM IIPU BHCOKOMY
PUBUKY XPOMOCOMHHNX aHOMAaJiM IJjoJa 3 IIePBUHHUM (OKYCOM Ha
IOINYK cuHApoma JlayHadsl,

IlokasanHa [AJA NOpoBeleHHA 1HBA3MBHOTO IIpPeHATaJbHOTO
TeCTyBaHHA: BiK ManOyTHBOI MaTepi Oijabiie 35 pPOKiB, BUOAAKU
BariTHocTen i3 XPOMOCOMHOIO IIaTOJIOTiEIO IJIona abo
HOBOHAPO/I»KEHOT0 B aHAMHe31; AKIIO NPH BariTHOCTI BUABJEHI Baau
po3BUTKY abo Y3l MmapKepu XpPOMOCOMHOI HaTOJOTII IJI0a; BUCOKUM
abo cepenHill pU3UK, BCTAHOBJEHNH 3a pe3yJbTaTaMi KOMOiHOBAHOTO
CKPUHIHTY"2,

3 MeTOI0 IIPOBEJEHHS iHBa3HMBHOI'O IIPEHATAJLHOI'O TECTYBaAHHSI
ITPOBOISATL HACTYIIHI MaHIiImyJaAImii: aMHiomeHTe3 (AJIsI OTPMMAaHHSA Ta
TOCTiM)KeHHs KJITHH aMHIOTHYHOI piamHM), KOpAoleHTe3 (mus
OTPUMAHHS Ta HOOCJHiMKeHHA JIIM@QOIUTIB NYHOBUAHOL KpPOBIi),
ILIAIEHTOeHTe3 ([IJ1d OTPUMAaHHsS 3pas3KiB MmJjameHTu), Oiomcia
BOPCUH XOPioHY, 0ioIlcisg TKAHWH Ta OpraHiB mIoxa (IIKipa, mediHka,
M’A3M Ta iHMI), wOpexiMILIaHTamiiiHa ~Oiorcia  OJIacTOIIUTIB,
OTPUMAaHUX 3a AOIOMOIOI0 HPOIEAYP AOIOMiKHUX PENPOAYKTHUBHUX
TeXHOJIOTIM. InBasuBHA  TexHiKa  HaCTyIIHA: eMOpiocKoIIida,

51 (American College of Obstetricians and Gynecologists ACOG Practice Bulletin
No. 88, 2007, Malone F.D., Canick J. A., Ball R. H., Nyberg D. A. et al., 2005).

52 (Hill M., Wright D., Daley R. et. al. 2014, LifeLabs. Panorama funded by MOHLTC
[Internet]. Toronto (ON): LifeLabs; 2017. Available from:
http://www.lifelabsgenetics.com/wp-content/uploads/2015/10/6Panorama-ON-
MOH-010ct2015 Ont Health Technol Assess Ser. 2019; 19(4): 1-166. Noninvasive
Prenatal Testing for Trisomies 21, 18, and 13, Sex Chromosome Aneuploidies, and
Microdeletions: A Health Technology Assessment Health Quality Ontario).
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deTocKoIIidA, BigyaJizairisa mJIozaa. IaBazuBHEe IIpeHaTaJbHe
TeCTyBaHHS MOXKe TOUHO BHU3HAUMTHU, UM AiMCHO ILIiJT Ma€ TPHUCOMIiIO
21 (cungpom layHa) um iHIIII XPOMOCOMHI aHOMAJIil.

AmHiouenme3 — 1ie iHBa3WMBHUII METOJ JOPOJOBOI MiarHOCTUKU.
AMHiOIIeHTe3 MPOBOAUTHCSA Ha MOYATKY [APYroro TPUMECTPY
BariTHocTi (16-19 TukmeHp BariTHocTi) B ymoBax craifionapy. Ilifg
KOHTPOJIEM YJbTPasBYKOBOro amapary (1mjo0 He TpaBMyBaTH IIJIin)
BUKOHYETHCA IIYHKI[IA YepeBHOI CTiHKM, HAaBKOJIOILJIIJHOTO MiXxypa, B
IMMOPOKHUHY MATKM BBOAUTLCA TOJIKA 3i INOPUIIOM, Yepe3 HAKY
HabupaoTs 10-20 Mg amMHioTHMYHOI pPiAMHM, SKa MICTHUTHh KJIITHHN
aMHiOHa, IIKipM Ta JiereHb, eIiTeJlil0 CeUYoBOro TpPaKTy IIJoja.
IlepeBarm 1BOTO JOCJHIAKEHHS — OTPHMMAHHSA XPOMOCOM BHMCOKOIL
SKOCTi, ImapajyejabHe OioxXimMiuHe, iMyHOJOTiIUHE, MOJIEKYJIAPHO-
reHeTuuyHe oOcTe:xeHHA. CylnepHaTaHT aMHIOTUYHOI  piamHM
3aCTOCOBYIOTh JJIsI aHaJidy TOPMOHiIB, €H3MMiB. 3as3HaulMMoO, IIIO,
nmounHaour 3 1966 poky, 3miliCHIOETHCS IIpeHaTaJbHA AiarHOCTHKA
MeTa0OoJIIUHNX 3axXBOPIOBaHb Ipu gederTax (pepMeHTIB Ha ImigcTaBi
aHaAJII3y XapaKTepHUCTUK KYJbTYP KJITMH aMHIOTUYHOI PiAWHU.
IIOCTOBIPHICTL ITMTOT€HETUYHOIO MJOCHIMKEeHHS KYJbTYP KJITUH
aMHioTMuYHOI pigmHM cTaHOBUTHL Oijabmi Hik 99,0%. 3marHicTh
BUABJIATU KJITHHU 13 XPOMOCOMHHMH abepamisMy B aMHIOTHYHIN
piAMHM J[ajia MOJMKJINBICTH IIPOBOAUTH MpPeHaTalbHY [IiarHOCTUKY
cuHapomy JlayHa 1 iHIIKX XPOMOCOMHUX 3aXBOPIOBAHb 34 JTOIIOMOTOIO
aMHioIleHTe3a. ¥ TPeTbOMY TPUMECTPL BariTHOCTI MOCJIIIKeHHSA
PiAMHU AO3BOJISAE AJaBaTHU OIIHKY CTYIEeHi 3PLJIOCTi JiereHb mJjoja. 1K
VCKJAQOHEHHs, MOKe BUHHUKHYTH pusuk Brpatu mioga (0,5-1,0%),
iH(peKI[idg, reMaToOMa.

Ilnauenmouenmes ma kKopdoueHmes — 1€ METOAU ITOPOAOBOI
nmiarHoctTuku. lIliaameHTomeHTe3 IIPOBOAATH Y APYroMy TpPUMeECTPi
BariTHocTi, 3 16 TM)KHS BariTHOCTi, y B3B’A3KY 3 [J03pPiBaHHIM
naarnenTu, o 20 tmkasa. Kopmomenres, Haiuacrinie, BUKOHYVIOTH
micaa 20 TuexkHA BariTHocTi. TexHiKa iX IpoBeleHHS yHiBepcaJbHAa:
IIPOKOJI T'OJIKOIO UePEeBHOI CTIHKM 1 IIii KOHTPOJIEM YJIbTPa3BYKOBOMY
amapaTry OTpUMaHHs OiomTaTy ILIameHTH (IIpu IJIalleHTOoIeHTe3i) abo
IIYIIOBUHHOI KpoBi 1ioma (mpu Kopapomentesi). Koppomenres
IIPOBOAUTLCS JINIIE B TPYIIi BUCOKOTO PU3NKY XPOMOCOMHOI IIaTOJIOTi1
mroga. JliarHOCTMYHI MOXKJIMBOCTI KOPIOIleHTe3a, AeIno OiJIbIri, HixK
miamneHTonenTesa. IlepeBaroro metomy KOpPAOIleHTe3a € IIBUAKE
OTPUMAaHHSA MaTepiajy OOCJHiMKeHHA — JIIMQOIIUTIB Ta pe3yJbTaTiB
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reHeTMYHOro aHaaidy. LA TexHiKa € KOPUCHOIO MOJA BUABJIEHHA
MOpyIlleHb (erasbHOTO MeTabosidMy Ta Tremomnoesy. Ili meToau
IO3BOJIAIOTH TaKOXK AiarHocTyBaTu cuuApoMm layHa Ta iHIIL XBOpOOH,
AK1I BUHNKAaIOTh BHACJIIIOK 3MIHU K1JIBKOCT1 XPOMOCOM, a TaKOXK IIPU
IIPOBeJEHHI MOJATKOBO MOJIEKYJIAPHO-TeHETUYHOTO MOCHiIKeHHS i
igmri reHetuwuHi xBopoOu. Ilopanx i3 mwmm, BuHM3HaeEMoO, IO IIi
MaHINyJIdaIil 3apeKoMeHAyBalu cebe AK 0Oe3lleuHi AJsd BariTHol Ta
IJI0ZA.

OdepicarnHs 80PCUHOK XopioHa — 3AilicHIOeThesa Ha 8-10 TumkHI
BariTHOCTI 3a JOIIOMOTOI0 KaHIOJI uUepes3 IepBHUKAJbHHN KaHaJj ado
IIJIAXOM OYHKIIII uepe3 OouepeBUHY IIiJf KOHTPOJIEM YJIbTPasByKOBOT'O
mociimskenusa. Jlikap obepexHO HampaBJifge KaHIONIO OO0 ILJIITHOTO
aiunsga. Ilicia mocArHeHHA KaHIONL XOpioHa IIIIPUIIOM, HAOHPAaIOTh
XOpPioHAJNIBbHY TKaAHUHY TpPo@POoO0JacTUUYHOIO IIOXOMKEeHHs, dAKa
BUKOPHUCTAEThCA [HOJISA IIUTOTeHEeTHUYHOTo, OioximMiuHoro amaiisy i
INHEK-TecTyBanHs, 3aajid BuU3HaUeHHA Kapiotuny. DBiomcis xopioHa
CIIpus€ TMpeHaTaNbHi#T giarHoctumni cuHApomy JlayHa 1 iHIIHX
XPOMOCOMHIX XBOPOO IIJIOJIA.

Y bGaraTpox cleliaji3oBaHUX I'eHEeTHUYHUX IEeHTPaX, aMHiOIleHTe3
€ PYTHHHOIO IIPOIeAYypOI0, VY TOM Yac, AK MOJIEKYJAPHUIN aHaJi3
BOPCUHOK XOpioHa IIpM3HAYAEThCA MOJs BUIAAKIB 13 BHCOKHUM
reHeTUYHUM PU3MKOM, 3aIJd [JiarHOCTHKMN TIeMOTIJIoOiHomaTii,
BU3HaUeHHs cTaTi miaoma. I'osioBHOIO mepeBaroio 0Oiomcii xopioHa €
IMBUIKE OJlep:KaHHA pPe3yJbTaTiB Ta BUKOHAHHA B PaHHI TepMiHU
BariTHOCTI. Came B nmeu rmepion, BigMiuaeTbCs BIICOKAa
pes3yJabTAaTUBHICTL Ta Oe3meuHicTh. ¥ pasi BUSABJIEHHS IIATOJIOTii, Ha
X CTaAlAX, MOMKJMBO BHUPINIyBaTH MNHUTAHHA IIPO MIOAAJBIINMI
1mepeOir BariTHocTi Ta esiMiHaIlio ypaskeHoro miaoga. Hemousrik 6iomcii
XOpioHa — IIe BUCOKUM pusdukK BUKuUAHA (2,0-3,0 %), axuii, mpu mii
IIpoIleaypi, € BUNINM, HiXK IPU aMHIOIIeHTe3i.

Memodukxu 0aa si3yanizauii embpiona ma naoda. EMOpiockomisa
IIPOBOAUTHLCA B IIEPHIOMY TpUMecTpPi BariTHocTi (o 12 TwumikHA).
I'HyYKU# eHJOCKOII V CTePMJIbHIUX YMOBAX BBOAUTHLCA B IIOPOKHUHY
MaTKM MiX aMHIOHOM Ta XOpioHOM IIimi KoHTpoJsieM Y3l i3 meToro
BisdyaJsisaiiii emOpioHa Ta BUSBJIEHHSA CTPYKTYPHUX MaJjb(opMalriii.

demockonis TPOBOAUTHLCS, 3as3BmUail, MiKk 18 i 22 TmkHAMUI
BariTHoOCTi. SOiMICHIOETHLCA MAHINYJIAIsA 3a JOINOMOIOI0 30HAA Ha
OCHOBi BOJIOKOHHOI OIITUKHU, II[0 BBOAMTBLCA B MOPOKHUHY MAaTKU.
Meronuka Ma€ IIeBHI OOMe)KeHHsI, OCKiJIbKHN, 00JacTb, JOCTYIIHA

—-58 -



Poaain Il
MNpeHATAAbHE TA NPEIMNAQHTALINHE TEHETUYHE TECTYBAHHSI

orJIsAny, HeBeJHKa, aJjie iH@opMaTHBHA I[IHHICTh I[i€l METOAUKU
IIePeBUIIlY€E YJIbTPa3BYKOBe cKaHyBaHHs. KpiM mboro, pesayJbTaToM
Iiel mporenypu, TakoX AK i eMOpiocKoIii, MoxKe OyTH MUMOBIJIbHINA
BuUKugeHb B 5,0-10,0 % Bumagkax, HaBiITh, AKIIO0 BUKOHYETHCH
KBaJi(pikoBaHUM (hpaxiBIeM

Hocnioxwcenns mKaHun ma opzaHié naoda 3a 00nomozow 0ioncii.
IlepkyTanHa Oiomcisgs HIKipm € MeTOOOM HpeHaTaJbHOI AiarHOCTHUKM
IIJISI BUKJIIOUEHHS Y ILJIOAA TaKMX IIATOJOINIYHMX CTaHIB AK: FeHeTHYHI
dopMmm ixTiody, ananbOiHiIZ3M, OyJBO3HUU emimepMoJi3, aucTpodiuHmit
emmizepmoJi3, rimorigpormuna (aHTiAPOTHYHA) eKToJepMaJibHa
muciiasisg ta immri. Ileperkyrama 0Oiomcisa HmIKipu 3aiiCHIOETHLCSA ITif
KoHTpoJsieM Y3/ B Tepmin 17-20 TuKHIB BariTHOCTI.

Bioncisa opezanie naoda — ToOKalaHa OJA BUKJIIOUEHHSA
MeTabosiuHol maToJsorii: medimuT rI0K030-6-Gocharaerigporenasu,
medinuTy opHiTiHTpaHkKapOawmisasu, pedinmury Kapbamiagochar-
CUHTA3M Ta iHNINX IIaTOJIOTIYHUX NOpYyIIeHb. biomcia mpoBoguThes
mig KoHTposem Y3l B Tepmin 17-20 tmikuiB BariTHOocTi. Biomcia
M’3iB BHKOHYEThCSI B TepMmiH 18 TmwikuiB BariTHocTi 3amisa
ricTOXiMiUHOTO OOCJim)KeHHS M’ A30BUX BOJIOKOH OJsd BUKJIIOUEHHS
CIIAAKOBOIO B3aXBOPIOBAaHHS — TaKoOro, 30KpeMa, #AK M A30BOI1
nuctpodii Hromiena.

ITocATHEHHAM IIpeHaTaJbHOIO0 TeCTYBaHHA CJi  BBa)KaTu
CTBOPEHHA METOAWK MJsd BU3HAUEHHA CcTaTi IIjoma, IO CTaJio
peaJbHUM 3aBASKM 3alIPOBa/I?KeHHIO TexXHoJorit ¥ 311, amHioneHTe3y,
oJllep:KaHHsS BOPCHMHOK xopioma 1me y 1970 pomi. Bmacaimok
3aIIpOBaI;KEeHHSA TeXHOJIOTiH JTOTIOMIMKHIX PENIPOAYKTUBHUX
TexHoJoriii, B 90-x poxax, 3’dABuiach MOKJIUBICTHL cTaTeBOI
imremTudikamii embpiona Ha crazmii, Aka mepeayBajia Horo TpaHchepy
no moposxkHuHN MaTKu®3. Ilismimie, OyJio Bike PO3POOJIEHO METOLUKY
copryBanHsa X Ta Y CIepMH 3a JOIOMOIOIO IIPOTOUYHOI IITUTOMETPii*4.
IIi mocaimsKeHHA BU3HAUUJIN HANPAMOK KOHIIENIlil, AKa oTpmMaJa
Ha3By «CTaTeBa CeJeKI[id», a caMe — MOKJUBICThL BMOOpPY cTari
MalOyTHBOI JUTHUHY 3a OaKaHHAM O0AaTbKiB AK 3a MeJWUYHMMHU, TaK i
He MeIUUYHUMU IIOKa3aHHAMU.

IndopmaTuBHIN ITOTEHIIA TPeHATAJbHIUX TEXHOJIOTiN 3HAUHUH,
OCKiJIbK1, BOHM BH3HAYAIOTh INMHWPOKUUN CHEKTP MaToJorii, dAKa
IMIOBUHHA OyTU JIOBedeHa M0 BariTHOI IJIs OCMMCJIEHOTO BUPIIIIeHHS

3 (Tarin, J. J. and A. H. Handyside, 1993).
%4 (Johnson, L. A., G. R. Welch, 1999).
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IIoJaJbIIIOro mepediry BariTHOCTi. OCOO0OJIMBOro B3HAUEHHS MAalOTh
XBOpoOU JIOAMHU, AKI OOYMOBJEHI TIeHeTHUUYHHM IIOXOMIKEeHHSIM.
Hapasi, 3 po3BUTKOM cTpaTerii ImpeHaTaJbHOI AiarHOCTUKM, Oararto
CIIaJIKOBUX XBOPOO MiarHOCTYEThCA Ha PaHHIX TepMiHaxX BariTHOCTI,
110 HaOyBa€ BeJMKOI IIiHHOCTi, 00 Imepedir reHeTUYHMUX XBOPOO IAyiKe
TAXKKNN, BOHM He HiAJAraloTh JiKYBaHHIO, IUTHHA CTa€ iHBaJigOM
abo0 BMUpae B PidHI TepMiHuM Iicias HAPOIKEeHHSA, dYaCTillle B
IUTUHCTBI.

3HaUHOI aKTyaJIbHOCTiI Ta CcoIliaJbHOrO OOI'PYHTYBaHHsS HabyBae
IIpeHaTaJbHa JiarHOCTHKA TaKOl XPOMOCOMHOI IIaToJIorii, IK XBopooa
IlayHa, sIKa XapaKTepu3yeThbCs cCIeluiuHIMN pucaMu o0JImyud,
3a3BrUUail, HAaABHICTIO ypasKeHb BHYTPIIIHIX OpraHiB Ta 3HUKEHHAM
inrenexTy. Taxki XBOopi, B HaII 4Yac, JOKMUBAOTh HaBiTh 710 60 pokiB
Ta MOTPEeOYIOTH COIiaJIbHOI'O MOIVIAAY®®. 3 ypaxyBaHHSIM TOI'O, IIIO
IIPUYMHA 3aXBOPIOBAHHS 3aJIEKUTh BiJ IIPOIECiB Melio3y, IIPaKTUYHO,
BCi BariTHiI MaloTh PU3UK HAPOMAKEHHA AUTHUHU 3 cuHApomoM [layHa
— 1 el pu3UK 3HAUHO HiABUNIIYETHCA 3 BIKOM KIHKMU.

AMepuKaHCBKUN KoJIeI)K aKyIIepcTBa i riHeKoJorii, mounHaouu
me 3 2007 poxky, peKOMeHAYyE IIPOBOAUTH IIPeHATAJLHUI CKPUHIHT
xBopobu JlayHa yciM BariTHUM KiHKaM, He3aJeKHO BiI BIKY.
HeinBasuBHe npenaranmbHe [[HK TecryBamHs Hajgae MOMKJINUBICTH
BUABJATH XBopoOy JlayHa, moumHatoum 3 10 THKHS BariTHocTi, 3
B11COKOI0 (99,0% ) uytausicTio Ta cuernudiunicTio 99.5% 26,

TakuM YMHOM, MOKHA IIPU3HATH, II[0 HAYKOBi PO3POOKHU B rajysi
MeJIUYHOI T'eHEeTHUKM, BIIPOBAJKEHHS NIpeHaTaJlIbHOI IiarHOCTUKU €
CYTTEBUM JOCATHEHHAM y cdepi mpaxTuunol Megunuumn®’. OCHOBHUM
i manubiapIl [OieBUM IiHCTPYMEHTOM 3a0e3lleueHHS HapPOIKEeHHS
3NOPOBUX HAIaAKiB y poboTi cyuyacHOro cmermiajgicra Ha erami
IJIAaHYBaHHA Ta IIepebdiry BariTHOCTLI € mIpeHaTallbHEe MeINKO-
reHeTuYHe TeCTYBaHHSA, AKe IMOBUHHO OYTHM IOBHOIIIHHO peaJii3oBaHO
cremniamicrom®®. OTixe, TOCATHEHHS IIPEHATAJbHOI'O TECTYBAaHHA Ta
CKPUHIHI aJeKBaTHO HAJAI0Th HAYKOBO OOI'PYHTOBAHY BiAIIOBiIHY
iH(pbopMaIlifo AJA OINTHMMAJbHOI MTiATPMMKM BariTHOCTLI 1 IIOJIOTrIB,
IIOKPAaIaloTh PENPOAYKTUBHI IIpoIlecu, 3arajioM.

%5 (Foley KR, Taffe J., Bourke J., 2016.).

%6 (Wilson KL., Czerwinski JL., Hoskovec J., 2013).

57 (Pop-Tudose M. E., Popescu-Spineni D., Armean P. et al., 2018).

%8 (Palomaki G. E., Kloza E. M., Lambert-Messerlian G. M., 2011, Spencer K.,
2014).
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2.2. MeTOAOAOTiIYHI 3aCAAM NPEIMNAGHTALINHOI
reHeTUYHOI AIQrHOCTUKU TA CKPUHIHTY

AKTyalbHUM € BH3HATH, II0 OpeiMIJaHTaIlililHa TIeHeTHWYHAa
niargmoctuka (III'[]) mpexcraBjsie co00I0 TEeXHOJIOTiI0 BU3HAUEHHS
reHeTUYHOI'0 CTaTycy eMOpioHa, a caMe, JOCJHIMKEHHS TeHeTUUYHUX
CTPYKTYP CTaTeBUX KJITHH UM KJITHH eMOpioHa, BUSABJIEHHS IeHHUX
Ta/a00 XPOMOCOMHIX aHOMAJIiil Ha eTalll M0 iMILJIaHTaIllil OCTaHHBOTO
y TOPOKHUHY MaTKH. ApPrymMeHTOM CTBOPEHHSA 1 IIOIIHUpPeHHA
cTparerii mOpeiMILJIaHTAIiMiHOI T'eHEeTHYHOl JiarHOCTUKH, CJIiJ
BBasKaTu TOM (pakT, IO Yy MNEeBHUX BHUIOagKaX, BariTHICTh He
3aBePINYETHCSA HAPOMKEHHSIM 3I0poBoi auTuHU. lIpmumHa I1HOTO
IIOJIATAaE B HOPYIIEHHI IIpoliecy iMmiaaHTallii abo He BUHOIIYBAaHHSA
BariTHOCTI BHACJIZOK 1aToJiorii eMOpioHiB SK HOpWm TPUPOLHIN
BariTHOCTi, TaK 1 Ipum 3aCTOCYBaHHI JOIOMIKHUX PEIPOAYKTUBHUX
TeXHOJIOTiH, II[0 Hagajio 3MOT'y MaTH JiTed KiHKaM SK JiTOPOIHOTO
BiKy, TaK 1 B cTapIInX BIKOBUX KaTeropidgx, B AKMX BigMIiUaeTbCA
3pOCTaOUUM IIONUT Ha TaKi MaHIITyJaAIil.

Ha mizcraBi 1mnpoBemeHHsS IIIJIOTHOT'O JOCJTiTKeHHsS OyJio
BCTAHOBJIEHO, IO MMOBiIPHiCTh iMILIaHTaIlil Ta mepedir BariTHOCTI IK
pes3yJIbTaT  3aCTOCYBAaHHI  e€KCTPaAKOPIIOPaJbHOIO  3allJIiTHEHHS
sasexxuTsb Ha 70,0% Binm emOpioHasbHOrO PaxTopy>d.

ITIaTosoria emOpioHa BMHMKAE BHACJILOK ABOX TaKMX IIPOIIECiB:
3MiH Ha piBHiI XxpomocoM (aHeymJaoiAil), AKi MPOABJIAIOTHCA B SAKOCTI
BTpaTu ab0 HASIBHOCTI JOJAaTKOBOI XPOMOCOMHU YM ii YacTHMHHU, Ta
MyTaImii okpeMux rexHiB. Hai0ijabIn yacTo IPUUYNHOK BUHUKHEHHS
XPOMOCOMHIX aHOMAaJIili € HepoO3XOI:KeHHS XPOMOCOM Y IIpolieci
mos3piBaHHsA crareBux KJiaitumH. IIpumuomy, y 85,0% Bunaakis
aHeyImaoigii eMOpioHIB mMOB’si3aHi 3 MOPYIIMEHHAMH IIiJT YaC OOTreHe3y
(mospiBaHHA annmexkgiTuH) i Jgume B 15,0% Bumagkis — 3i
cIIepMaTOTeHe30M.

Binpmr  pigKicHUMKM OpUUYMHAMM XPOMOCOMHUMX  aHOMAaJIik
eMOpioHiB € ycImagKyBaHHS 0aTbKiBChKOI XpPOMOCOMHOI maToJiorii Ta
IMOPYIIIEHHsI B  IIpolleci  apoOjieHHs  3uroTu  (3arnrigHeHOol
aunergiTuuan). Takox ciaig mam’araru, 1o, npubdaunsao, 50,0% ycix
BUIAIKiB, T. 3. «MiKpoaeJeminHmux » cUHJApPOMiB  (BTpara
CYOMiKPOCKOIIIUHNX KiJBKOCTEeM I'eHeTUYHOT'0 MaTepiajy) BUHUKAIOTh
CIIOHTAHHO, a He YCIaAKOBYIOTHCA BiJg O0aThbKiB. XapaKTepHUM € Te,

% (Yang Z. J. Liu, G. S. Collins S. et al., 2012).
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1o y BariTHux Imicasa 40 pokiB BHUIAaAKU aHEYIJIOITHUX eMOpPioHiB
Mooke nepesuirysatu 60,0% .

Ciing BkasaTu i Ha Te, 110 OiJBIIiCTh eMOPiOHIB i3 XPOMOCOMHUMM
aHOMAJIIAMM — HEXHTTE3ZaTHI 1 MHNMOBiLJIBHO aboOpTyIOThCA. Sa
manuMu BcecBiTHBROI opraHisallii oxopouu 3g0poB’s, 6ausbko 15,0%
BariTHOCTEH 3aBepINyeThCcA cHoHTaHHUMHU aboprtamu, mo 40,0% — vy
JKIHOK crapmioro BiKy. YacToTa XpoOMOCOMHUMX aHOMAaJiii, cepen
BUKUAHIB 2-7 THKHEBOro BiKy, 3HauHa i Hamgiuye 40,0-66,0% . OTxe,
IIPY HASIBHOCTI y eMOpPiOHIB CTPYKTYpHUX Ta KiJbKiCHUX 3MiH
XPOMOCOM BimOyBaeTbca ixX esaimiHamisg. Pasom i3 Tum, XpoMOCOMHIi
apoMaJii, AKi 30epirimcsa IpM HAPOMKEHHI JUTHUHU, IPU3BOLATH OO
YacTKOBOI ab0o 1moBHOI OesmiaigHocti. Tomy, y momyadamii He
HaKOIINUYYIOTLCA TaKi XBOpi, a 3’ SABJAIOTHCS BHACIITOK XPOMOCOMHUX
Ta TeHOMHMX 3MiH B IIPOIleCci raMeToreHesdy y 3J0POBUX JIIOAEMH.

XpoMOCOMHI aHOMAaJil BHKJNKAIOTL IIOPYHIIeHHS 3arajbHOTO
FeHeTUYHOro OajlaHCy, TOMY, IIaTOJIOTiuHi e(peKTHm XPOMOCOMHHX i
FeHOMHUX MyTallili BUABJIAIOTHCSA Ha BCIX CTaAidX OHTOreHe3dy 1,
MOJKJIMBO, HAaBiTh, Ha cTanii ramer, BIJIMBaOuM Ha (POPMYBAHHS
HaCTYIIHUX. ¥ IIUX BUOAAKaxX, MOBa Iijie IIPO Pi3Ki MOPYIIIeHHA paHHIX
MOP(pOTeHEeTHUUYHNX IIPOIleCiB, OCKiJIbKM, IIOPYIIEHHS T'eHOMHOTO
fastaHCcy NPH3BOAUTHL OO AMCKOOPAMHAIIII akTmMBaIlii Ta iHaxkTMBaIlii
reHiB y BigmoBimHi#i craxgil po3BuTKy abo BigmoBizHomMy MicIri
0J1acTOIIMCTHU, IO OOYMOBJIIOE 3arubesb 3aIlIiTHEeHNX AUIEKJIITHH Ha
cramii smroru-0JacToIMCTH, INe OO iMIIaHTarmii. BeraHosieHo, 1110
XPOMOCOMHiI aHoMaJii cmocrepiraroTbcs, 3ae0iabie, Ha cTafgil
osacTonuTu Ta emMOpioHadl.

Tosk, mporpec B rajgysi MOJIEKYJAPHOI TeHETHUKMN i yOe3meuus
MOJKJIMBICTDH 3a1J1d MOTJIMOJIEHOTO BUBUEHHS CIAaJAKOBOI IIaToJIorii Ta
IIPECUMIITOMATUYHOTO BU3HAYEHHA FeHeTUUYHNX 3aXBOPIOBaHb, IIe Ha
moimmmanTaniniuin cranii®l. Takmii migxin cupAMoBaHO He TiJIBKHM Ha
BUSABJIEHHA CcTaTycy eMOpioHa, aJjie ¥ UYJeHIB POAWHUN, MOKe
IIPU3BOAUTHI JO BUPIiIIeHHA npobJjeM coifiaabHol aganTalii. Ilopan is
IIIM, B ICTOPMYHOMY AacHeKTi MIepeayMOBOIO 3alpoBaKeHHs
IIpeiMIIaHTaiiHOl AiarHOCTHUKU CJiJ BBa)KaTU IOSABY B HAYKOBill
JiTepaTypi HTOBiIOMJIEHHSI CTOCOBHO BH3HAUEHHSA cTaTi eMOpioHiB
KpoJnKa Ha cranil 0aacroruern’2,

60 (Papadopoulos G., 1989)

61 (Kuliev A., Verlinsky Y., 2005)

62 (Edwards R. G., 1967, Chen S. U., Ho H. N.Chen H. F. et al., 1997)
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Peanizamia mboro HampaMy HayYKOBO-IIPUKJATHOTO ITOPOOKY B
KJIHIiUHYy OpakTuKy BigoOyaacs B 1990 pomi, Koam y HTOAPYKIKA
Hapogmjgacsa OUTHHA, V AKOI OyJio BU3HAUEHO CTATh 3aBAAKHU Oiomcii
emOpioHa Ha cTazmili mnepex iMILIaHTAIli€lo, CeJEeKTHUBHO OOpaHO
eMOpioH KiHOYOI cTaTi, a MOKa3aHHAMMU IJIA I[iel mpoienypu Oyia X-
3uelnJieHa maToJioria B amamuedi. Takum umHOM, OyJIO IOIIEepem:KeHO
HapOJKeHHA MAUTHHU YOJIOBiUOl cTaTi, ypaskeHOo X-3UellJeHUM
periecuBHUM nopyinenuam®s. I, manpukiaan, mounnaiouu 3 1993 poky,
mpeiMILIaHTaIifiHA OiarHOCTMKA HaOyBae MOIIMPEHHS, ii aKTUBHE
3aIlIpoOBaI;KeHHA 3aCHOBaHe Ha IiImmoTesi, IO CeJIeKI[id aHeyILJIOiTHUX
oonuTiB i eMOpiOHIB mpmBeAe [0 IIOJIIIIIEHHS Pe3yJIbTaTiB
OOIOMiKHIX PEIpPOAYKTHUBHUX TeXHOJOoriié4,

Pazom i3 Tum, 3a3HaumMO: Ha IIiicTaBl MeTa-aHaJi3y Ta
CHUCTEMHOTO aHaJIi3y IIPEeiMIJIaHTII[iAHOTO TeHEeTUUYHOT'O CKPUHIHTY
Oy oTpuMaHi pes3yJabTaTH, AKiI JeMOHCTPyBaJmu, IO IIepima
reHeparnis DpeiMIIaHTAIIMHMX AiarHOCTUUYHUX IIPOIEenyp Oyjaa Majio
epekTBHA 1 He3HAUHO MiABUINyBaJia e(peKTUBHICThP HAaCTaHHSA
BariTHOCTL ITicJIsI AONMOMIiKHMX PENpPOAYKTUBHUX TEeXHOJOTilli Ta He
3MEHIIIyBaJIa PU3UK BUKUAHIB®S, BijabIil Toro, mpmusHaeMo HaCTYIIHE:
MPEeIMIIJIAaHTIMINHUNA TIeHeTUUYHUN CKPUHIHT JOCTOBIPHO 3HUKYBaB
YacTOTy  JKUBUX  [JiTell  IicJas  3acCTOCYBaHHS  JOIIOMIMKHUX
PENpPOAYKTUBHUX TEXHOJIOTIN Yy KIHOK CTapIlnX BIKOBUX TPyH, ¥
IIOPiBHAHHI 3 IOKA3HMKAMHU B TIPyHdi KiHOK, AKNM He IIPOBOIWJIU
TeCTYBaHHSA Iig uac BariTHocTi®6,

Xoua, 1mi poboTm He mo30aBJieHi HU3KKU METOLUUYHUX Ta
CTAaTUCTUYHUX HemoJikiB. Taxox, Taki HemepenbaueHi pesyJbTaTu,
IIOACHIOIOTh JOJATKOBO HACTYNHUMU IIPUUYMHAMU: IIOHIKOIMKEHHAM
nmpeiMmaaHTamiiHOro eMOpioHa BHACJIZOK Oiomcii; oOMekeHe Ta He
IIOBHE MOOCJiJKeHHS XPOMOCOM 3a pPaxyHOK METOOUK, SAKi Oym
3aCTOCOBAHiI paHiIIe; M03ail[um3M TPUIAEHHOIO eMOpioHa BHACJIIOK
IIOMUJIKK B Iepion mocrsurorHoro poamiemiaenuss’. Toxxk, came mi
o0CTaBMHM Ta BiJCYTHiICTh e(peKTHBHUX METOIiB MOiMILJIaHTAIliliHOI
IiarHOCTUKM HE M03BOJISAJIO aKTHUBHO 3alIPOBaJKyBaTU I[I0 CTPATETiio
B KJIIHIUHY HPaKTUKY.

63 (Handyside A. H., 1990)
64 (Munné S., Lee A., Rosenwaks Z., et al., 1993)
65 (Mastenbroek S., Twisk M., Van der Veen F. et al., 2011)
66 (Mastenbroek S., Twisk M., Van der Veen F. et al., 2011).
67 (Geraedts J. P., 2010).
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AJje, 3 yacoM, yAOCKOHAJIEHHS TexHOJOTiii Oiomcii emOpioHa B
KoMOiHaIii 3 pPO3pPOOKOI0 IIiAXOAIB A0 BHMCOKOUYYTJIMBOTO AaHAJI3y
FeHeTUYHOr0 MaTepiajy Ha IIpeiMILIaHTAI[ilHOMY eTalli, CTBOPMJIO
HagiiHUU (yHIAMEHT 3aAJsd HINPOKOTO 3aJIlyUYeHHSA MIpeHaTaJbHOTO
CKPUHIHTY AK ITOCKOHAJIOTO iHCTpyMeHTa MOJIIIIIITeHH A
PENpONYKTUBHUX NOKa3HUKiIB®S, Po03BUTOK mepegoBHMX TEeXHOJIOTiH
I03BOJIsIE aHaAJIidyBaTu BCi 23 mapu XxpomocoMm (22 mapm ayTocoM Ta
cTaTeBi XpOMOCOMI), METOJ, BifoMUil IK aHaJai3 «24 XpPOMOCOMM» .

IIpeimmanTamiiini reHeTHUYHi IOCHiI:KeHHS, YMOBHO, paHiliIe
poO3OiiAANM HaA: MOpeiMILIaHTAI[ilHY TeHeTHYHY  JIiarHOCTUKY;
MpeiMIlJIaHTaI[lMHNI reHeTUYHUMN CKPpUHIiHT®?, CyuacHa
HOMEHKJIaTypa IIOJijisge JOCJTiAKeHHS Ha IIpeiMIjgaHTalliliHe
reHeTnuHe TecTyBaHHA  aHeymaoiniti  (III'T-A), CcTPYKTypHUX
XPOMOCOMHHIX AHOMAJIN y IIap-HOCiiB 30aJaHCOBAHUX XPOMOCOMHUX
nnepedymoB (III'T-SR) Ta momoremnmx pedertis (III'T-M). Opnak,
PO3BUTOK [JiarHOCTMUYHMNX TEXHOJIOTiM HiBeJIoBaB MeETOIOJIOTiuHY
pisaumio mixk III'T-A Ta III'T-SR.

PdaKTUUYHO, HA CBHOTOAHI — IIe €OUHUM MEeTOX MOCJILI)KeHHS.
3asHauumo, 1o III'T-SR um IIT'T-M npoBogATh y IOAPYKHIX map, IIM0
€ HOCisIMH BCTAHOBJIEHOTO T€HHOTO YM XPOMOCOMHOIO mAederTy.
IIpeimmanTaiiiina reHeTuyHa JiarHOCTHUKAa — Ie TEeXHOJIOTiA, sdKa
Iorepea:Kae B poAMHAX TPAHCMiCilo MOHOreHOro meeKTy HalagKaM
i moa3BoJisge mapaMm i3 ciMeMHMM aHaMHEe30M MOHOTeHHX PO3JIajiB,
MoB’si3aHMX i3 X 3aXBOPIOBAHHAM 1 BiIOMIX XPOMOCOMHUX aHOMAJIil
ImomepeaskaTu  mepeHoc  emOpioHiB 3 1mumum cunenudivHEMN
reHeTUYHUMU IIOPYIIeHHAMM 0,

3acBigunMoO i Ipo Te, IO Hapasi, He icHye enuHOol (hopMyJan AJs
ycix MyTaIiii, OCKiJIbKH, Pi3HI TeHHI JOKycm IOTpPedyoTh
IHauUBiAyadisaIlil, aje AuM3allH OCJLIKEeHHs IOBUHEH BiJATBOPIOBATH
iHgopmMmallito HeOOXigHY A IIPeiMIJIaHTAI[IMHOTO T'eHEeTHYHOIO
niarHosy.

Meronosoriss III'T-M Oysaa Bu3HaHa MEIMYHOIO CHiJIBHOTOIO
e(peKTUBHUM 3aco00M 3aJisd MPOPLIaKTUKY MOHOT€HHMX CIIaJKOBUX
IIOPYIIIEHDb i3 BICOKOIO 3aXBOpIoBaHicTio Ta cMmepTHicTiol. Mera ITI'T-
A — e BUSIBJIEHHS XPOMOCOMHO HOPMAaJIbHIX eMOpPioHiB in vitro, 1m0,

68 (Simpson J. L, 2012).

69 (II. O. Mukurenko, JI. . ITuaun, 2014, Muxkurenxo II. O., 2017).
0 (Chen H., Chen S. U., Ma G., 2018).

1 (Brezina P. R., Brezina D. S.,. Kearns W. G., 2012).
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IIOTEHITiNHO, 30iJbIIye MOJI0 YCIINIHMX IHUKJIIB i3 IIJIaHOBUM
IIePeHOCOM OJHOI0 eMOpioHa i MPU3BOAUTE A0 MiHIMYMY YCKJIaIHEHHS
Ta He BUMHONIYBaHHA BariTHocTi mpu asivuHi. Ile, pakTuuHO, MeTOx
CKPUHIHTY, AKWUN IIPOBOAUTHCA HIJA Hapu, Yy $AKOI BiACYTHIN
IMiIBUINEHNN PU3SUK HAPOIKEeHHS AUTHUHM, IIOB’SI3aHUN i3 NEeBHUMU
CIIaIKOBUMU 3aXBopooBaHHAMN. Busaaemo, 1o III'T-A mpoBogaTh 3a
IIOKAa3aHHAMM, KOJM MNOAPYKHA Mapa He Ma€e BCTAaHOBJIEHUX
IIOpPYyIlleHb TeHEeTUYHOIo allapaTy, OJHaK, iIMOBIPHICTh OTPMMAaHHS
eMOpioHa 3 reHeTUUYHUM Ae(heKTOM € IIiBUIIEHOIO.

o Toro x, caim mpusHatu, 1o III'T-A BuaBiasge emOpioHH 3
aHeyILJIoimielo, 3 3arpos3ol0 MNOpPYIIeHb IMILJIaHTaIlll, HasSBHICTIO
¢daKkTOpiB, AKI HEraTHMBHO BIIJIMBAIOTh Ha HAPOIKEHHS KMBUX IiTei,
0CO0JIMBO y »KIHOK cTapiimuxX BikoBux rpymn’2. MeTo € IOKpaIljaHHSA
IIOKa3HNKiB HAPOKEHHSA He IIPOCTO KUBUX AiTeil, a, 3JO0POBUX OiTell,
3aBIAKN BUKJIIOUEHHsS eMOpiOHIB i3 aHeyIJIOimi€lo OO0 IepeHoCcy B
MAaTKYV 3.

Ha cporomgmui, 3araJbHOIPUHMHATHMU OO 3aCTOCYBaHHS € TpU
IMiAX0oaAu MO0 IIPOBEIeHHS aHaJ i3y TeHeTWYHOro Marepiaay Ha
IIpeiMIIJIaHTaI[IlHOMY eTalli: aHaJi3 IMOJAPHUX TijJelb AUIeKJITUHHU,
OJacTomMepa eMOpPiOHY Ta KJITHMH TpodeKTomepMaabHOI 000JOHKM
(Taba. 2.2).

3 IILOTr0, 3a3HAYMMO, IO AOCJIiMKeHHA noaapHux Tijensb (I Ta II)
AUIEKJITUHN, OTPUMaHMUX 3a JOIOMOIoio Oiomcii, mo3BoJige 3m00yTH
He IIPSAMi CBiJUeHHS IIPO TeHETUUYHUM amapaT OOIluTa Ta PeAYKIIIMHUX
KJITUHHUX YTBOPEHb, AKi BUHUKAIOTh IPU NO3PiBaHHI ANIIEKJITHH.
Boum He BimirpaioTh KOJHOI POJIi B 3aILIiTHEHHI Ta MOMKYTh OyTH
BUJIyUeHi 0e3 IOIIKOIKEHHA SHIEeKJITUHU. IX TecTyBaHHS A€
HeIIpAMY iH(popMAaIlilo Ipo XPOMOCOMHUN Habip ANIEKJITHHHU, aje,
He € rapaHricio ii HoOpMaJbHOCTI i, BMKe TuM OijgbIle, He €
XapaKTepUCTUKOI MaibyTHboro emoOpiona’@. Merox, Ha CHLOTOIHI,
IIPAKTUYHO, He BUKOPUCTOBYETHCH.

Hocaig:xenHa 6JacTomMepa 3IiHMCHIOIOTh HA KJIiTHHAX eMOpioHa Ha
3-5 mo0y 1oro po3BUTKY (6-8 KaiTumHHA cTamis). Y meil 4yac, KJIITHHU
eMOpioHa HemudepeHIlifioBaHi.

72 (Maia S. B., Moura H., Kane S. C. et al., 2015).
3 (Human Fertilisation Embryology Authority. Guide to Infertility and Directory
of Clinics 2005/06. London: HFEA /Dr Foster).
" (Geraedts J., Montag M., Magli MC. et al., 2011).
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IIpeimnianTamiiina 6iomcia OsacToOIMTiB, OTPMMAaHMUX B IIPOIECi
3aCTOCYBaHHS JIONOMIKHUX PENPOAYKTHUBHUX METOAUK, IO3BOJISE
BUSABJIATH CIIQJKOBY IIATOJIOTiIO IIle A0 iMmaHTaIllii emOpioHa B MaTKy
i, THM caMuM, IIOIEePeSUTU HAPOLKEHHS XBOPOI JUTHHU°,

Kiaituam TpodexkTomepMu MaOTh eMOpioHA/IbHE IMOXOMKEeHHS Ta
dopmMyIOTH 30BHIiIIIHIO 000JIOHKY eMOpioHa. Biomciro
TpoeKToJepMaIbHOl OOOJIOHKM IIPOBOAATL Ha CTamil O0JacTOmUCTH
(5—6 Ta moba posBuTKy). TecTyBaHHA KJIITHH TPOMEKTOAEPMU €
XapaKTepUCTUKOI eMOpioHa, OJHAK, oOOMeKeHa MOXKJIMBiCTIO
TPOo(eKTOoIEPMAIBLHOIO MO3alI[u3MYy, IO € IMPOo00pPasoM MaiOyTHLOTO
deTonIaeHTapHOTO MO03ainu3my. IocaimxeHHA BUMAarae
3aMOpPOKYBaHHA eMOpioHa Ha Yac IMPOBEJIEHHS aHaJiI3y (Big KiTbKOX
IHIB OO0 KiJbKOX THKHIB) Ta BUKOPHUCTAHHSA, B IIOJAJBIIIOMY, B
KpPioUKJIaX HOMOMIiKHMX PENPOAYKTUBHUX TexHoJjoriii. Haibiabmnry
kinmpkicte JTHK  Bucokoi  AKocTi, [Oada  JOCHiAKeHHA  Ha
IIpeiMIIaHTAI[IlHOMY eTami, MOMKJNBO OTPUMATH JIMIIE 3 KJITHH
TpodeKTomepmMu o,

B ocramHi poxkm TIiepeBara HaJae€ThCs HOBiMI reHeparii
IOCJim)KeHb, TaK 3BaHa IIpeiMiianTaiiiiHa giarHoctuka 2.0, 1Mo
XapakTepuayeTbca Oiomciero ImoaAapHMX Tijgenmb abo0  KJIiTUH
TpodeKTOmEPMEU 3aMicTh Oiomcii TpuaeHHOro eMmOpioHa 3 aHAaJIi30M
aHeyimonmii Bcix 23 map XpoMocoM Ha BigMiHYy Big oOMekeHOI
KiJbKoCcTi  xpomocom a6o wmeromukm FISH. IlopiBHsibHa
XapaKkTepucTuKa O0’€KTiB MOCIIiIKeHHSA, a TaKOoK HaIliOHaJbHOTO
peryJiloBaHHSA PEIPOAYKTHUBHUX TEXHOJIOTiM OKpeMUX KpaiH CBITYy Ta
MOJKJINBICTL IIOKPUTTSA IIPeiMILIaHTAIIIMHMX OOCJiIsKeHb uepes
HAIliOHAJIbHI cucTeMu OO0OB’SIBKOBOIO MEIHMYHOTIO CTPaxXyBaHHSA
mnmpeacTaBiaeHi — y Taba. 2.3 Ta Ha puc. 2.1.

BBa:xaemMo 3a [moIjiibHe MNpHU3HATH, IO IIOKa3aHHAMM IJIsd
npoBenaeHHsa III'T emOpioHiB € HacTymHi: 3BMYHE HEe BUHOIIYBAHHSA
BariTHOCTI; MHOMKUHHI HeBaaJIl cripobu JTOIIOMIKHUX
PEnIpPOAYKTUBHUX TEXHOJIOTil; 0e3IIigaa HeBU3HAUEHOTO I'eHe3y; BiK
MaTepi, moHam, 35 POKiB; BUPaKeHMIH YOJIOBiuMi (pakTop Oe3ILriamssa
(migBuIlleHUN piBeHb AaHEYILIOoiAil cliepMaTo30iAiB); HAaABHICTH B
aHaMHe3l BariTHOCTI YM HaPOMKEHHSA JIUTUHU 3 XPOMOCOMHOIO
aHOMAaJIi€I0; MiATBepAsKeHe HOCIMCTBO CTPYKTYPHUX XPOMOCOMHUX

5 (Wu R. C., Kuo P. L., 1994, Chen S. U., Ho H. N., Chen H. F. et al., 1997, Minasi
MG., Fiorentino F., Ruberti A. et al., 2017).
% (0. O. Mukurenko, JI. f. I[Inaumn, 2014, Mukurernko . O., 2017).

- 68 -



Poaain Il
[foeHAaTaAbHE TA NPEIMNAQHTALINHE TEeHETUYHE TECTYBAHHS

1mepedyI0B; MiATBEePAKEeHEe HOCIiICTBO MyTalIlill T'eHiB, II[0 3yMOBJIIOIOTH
cnaaKoBy reHuy maroJoriro; HLA-cenekmis emopionis??.

Yes: . No: .

Pucynox 2.1 — Kaprorpama KoMIeHcallii BUTpaT Ha IPOBeIeHHS
IIT']I B kpaimax €Bponu uepes cucTeMy 000B’sI3ZKOBOIO
MeIUYHOI'0 CTPaxXyBaHHA 'S

BaxXniuBuUM  OOCATHEHHAM NOpPeiMIJIaHTAI[IMHUX TIeHeTUYHUX
TeXHOJIOTil, y IepIlly Yepry, CJil BBasKaTU CTpaTerilo BUSBJIEHHS
MOHOreHHOI martojiorii y emOpioma’™. Tox, 3a JOIOMOIOIO
MIpeiMIIJIaHTAIlIHOI TeHEeTUYHOl AIarHOCTUKMN MOYKHA BUABJJIATU Y
eMOpioHa TaKi ayTOCOMHO-IOMiHAHTHI 3aXBOPIOBAHHs: MiOTOHiIUHA
nuctpodia I Tumy, mHeiipodidpomaTos i xBopoba Illapxo-Mapi-Tyra;
ayTOCOMHO-peIlleCuBHi posJiaamu, TaKi AK OeTa-TajlaceMisa
/CEepPIIOBUAHOKJIITHHHI aHoMaJsii (3 ab6o 0e3 TunyBanHa HLA),
MYKOBICI[i103, cIIiHaJabHA M’ A30Ba aTpodis; X-3uemjeHHI pellecuBHI
3aXBOPIOBAaHHA, BKJIIOUAOUM M’ A30BY auctpodiro [romeHa-Bekepa,
remodiniro A Ta B8O,

T (Mukurenxo II. O., ITmaun JI. ., 2014, Mukureunko . O., 2017).

8 (ESHRE. Europe map reimbursement [Internet]. 2007; http//www.eshre.
eu/ESHRE/English/Specialty-Groups/Data-collectionConsortia/Europe-map-
reimbursement/page.aspx/739).

 (Goldman K. N., Nazem T., Berkeley A. et al., 2016).

80 (Maia S. B., Moura H., Kane S. C. et al., 2015).
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IIpukaagoM TaKoro 3alpoBaiKEeHHA Yy MIPAKTUKY JOCATHEHD
OpeiMILJIaHTAIlIMHUX OIarHOCTUYHUNX TEeXHOJOIIll MOoKe CJayryBaTHu
craTteBa imeHTH(ikalia Ta ammiaigikamis rewmiB Oera-rao0iHa 3
O0sacToMepiB, OTpUMaHMUX 3a AOIOMOroio 6iomeiid2, Ili mocaimskeHHS
ABUJINCA 3aIIOPYKOI0 BUBUEHHS I'€HETHUUYHOI IIPUPOAU IeMaTOJIOTIUHOI
maroJorii, a came, remodigii A, sxa € X-3UemJeHUM PeIeCUBHIM
3aXBOPIOBAHHAM 13 TeMopariyuHuM CHHIPOMOM, IIpU3Beae M0
iHBaJigmaallili B paHHbOMY BiIli 3 HeraTUBHUMU COI1aJIbHUMMU
HaCJIITKaMU.

EriosoriuHuM (akKToOpoM BBaKa€eThCA Pi3HI BapiaHTH MYyTaIlii
reHa ¢gaxktopy VIII (F8), posrammoBanoro Ha Xq28. IloumHatoum 3
IIepIIoro ceKBeHyBaHHA reHa F8, y 1984 pomi, Ta mismimie, 0yJio
onmcaHo i mpexctaBiieHo Oiabine Hixk 200 remHmx wmyTaiii, akKi
BUKJINKAIOTL reMo(iiito, B 0a3i Karasory myraiii srogunuauss. ITomyk
X MyTallili IPOJOBKYETLCS, Hapasdi, B HaAYKOBUX IOCJIIIKEHHAX
IIOBiJOMJIAETHCS IIPO HIMPOKUI CIEKTP MOJIEKYJAPHOTO AedeKTy Ta
MyTallifi y maimieuTiB i3 pisHuMu dopmamu remoginiid4. Ilpuiimaroun
0 yBarm 3HAUHY CMEPTHICTH Yy XBOPUX 13 TAXKKOIO TreMoisiero,
0e3yMOBHO, BaKJMBUM € IIpeiMIJjaHTaIlilfiHe TeCTyBaHHS I[HOTO
3aXBOPIOBAHHSA, III0 HAJA€ MOMKJINBICTL NIPUNNHEHHSA BariTHOCTI.

BaxxauBum €, mopdapn i3 mum, i reHgepHa ceJekIllisg emOpioHa 3a
mommomoro metonuku FISH Ta mepecagka TiabKm eMOpioHa KiHOUYOI
cTaTi y BUIAAKy X-3UeIlIeHUX pelecuBHUX xBopoO. Taka crparerisa
yiKe CcOpuiHATa B NEeBHUX KJiHiIKax, aje, cJig mam’saraTtwm, IIo
reHjiepHa ceJIeKIlisg eMOpioHIB mo3BojsieHa He y BCixX KpaimaxS8s.
PospobsieHa MeTomuMKa NpemiMIJIaHTAIliiHOI JiarHocTuKu Oera-
TajacceMil Ha mizcTaBi moJsrimepasHol JaHIforoBoi peakiiii (IIJIP) B
peanbuomy uaci Ta meroguku FISH in situs6.

IIpeimMmnanTamniline reHeTMYHE TeCTYBaHHA IIOCiae TaKOMXK
Ba)KJIMBe MicIle B IPO(iJIaKTUIIl HepoJereHepaTUBHUX 3aXBOPIOBaHb
FeHeTUYHOIO IIOXOKEeHHs, a caMe — XBopoOu I'eHTiHITHOHA, AKa Mae€
ayTOCOMHO-IOMiHAaHTe YyCHaAKYBaHHA 3 BiJCTPOYEHUM IIPOSIBOM
KJiHiuHOI cumMnTomMaTuku. XBopoOa I'emTimrrHoma OyJia IepHIuaM
reHeTUYHUM 3aXBOPIOBAHHSAM, CTOCOBHO $SKOTo OyJi0 IPOBEIEeHO

82 (Wu R. C., Kuo P. L., 1994).

83 (Human Gene Mutation Database http://www.hgmd.cf.ac.uk/ac/index.php; Factor
VIII Variant Database http://www.factorviii-db.org/).

84 (Guillet B., Lambert T., d’Oiron R. et al., 2006, Bogdanova N., Markoff A.,
Pollmann H. et al., 2005).

85 (Fernandez RM., Pecica A., Sanchez B. et al., 2015).

86 (Hung C..C., Chen S..U., Lin S..Y. et al., 2010).
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BUBUeHHA mnosimmopdismy [THK, mio sHainmnio momaJjbliie HayKOBE
szacrocyBaHHa8". IIpecumMnTomMaTnuHe Ta IpeHaTaJbHE TECTYBAHHS B
poamHax i3 XxBopoOoio I'eHTMHITOHA 3amIpPOBadKEeHO BiKe mpotarom 30
POKiB i3 BKJIIOUEHHAM reHEeTUYHOI'0 KOHCYJbTYBaHHH.
IIpeiMmnanTaliiine TeCTyBaHHS IIOJATa€ B JOCJIiMKeHHS KJIITHUH 4-8
KJITHHHOTO eMOpioHa 3 BH3HAUEHHSIM MapKepiB Iriei martoJiorii.
Orpumana iHdopmallig, y IOZaJIbIIIOMY, MOKe OyTH BHKOPHCTaHA
IJIsI BUOOPY 3J0POBOTO eMOpioHa AJjd iMILIaHTAaIlil B MaTKy KiHKH.
OKpim TOoro, MoxJauBa 1 HmpeHATAIbHA JiarHOCTHUKA OJIsS I1a01a88,

PesyabTaTil KJAIHIUHUX CIIOCTEepPeKeHb 3a XBOPMMM CBiguaTh IIPO
TakKe:

e()eKTUBHOTO JIiKyBaHHA I[iei XBopoOuM He icHye, 3arajom,
CUMIITOMATUUYHUM MiAxin, iHdopMaIliiHMN MOOTeHIlaJd KJIIHIYHNX
IIPeANKTOPIB 3aXBOPIOBAHHA JOPOCJOI JIOAWHU € AYyXKe HU3bKUM, IO
CIIOHYKAa€ MO0 IIOIIYKY HOBITHIX  METOJOJIOTIYHUX  IIIJIXOiB
IIpeiMmIaaHTaIiiHOTO TeHEeTUYHOTO TeCTyBaHHS, AKe cTae
BUPIMTIAJIbHUM 3aIJd HapPOIKEHHS 3J0POBOI JIUTUHM Y HOCIIB
IIaTOJIOTiYHOIO IeHa.

Craig BKasaTu, IO y HAYKOBil mparli, axa OyJia HagpyKoBaHA ¥y
2019 pori, HaBegeHi pes3yabTaTH 3aIIPOBAIKEHHS METOAUNK IOIIMYKY
MyTaIliii IpuU HelpoJereHepaTUBHUX 3aXBOPIOBAHHAX 3a JOIIOMOTOIO
KijgbKicHOI moJrimepasHol JiaHIforoBoi peakirii (IIJIP ARMS-qPCR)
ta/ab0 aHaxais 3B a3kiB JIHK. 3rigHo maHmx mboro AOCIim:KeHH:dA, i3
50 emOpioniB 49.2% (29/59) oyau me ypaxeni i 50.8% (30/59) -
ypaxkeHi. Tax, s3oxkpema, Oyjo mpoBemeHo 12 IUKJIIIB IepecagkKu
eMOpioHiB, TpU 3 AKUX — 3aKiHUMINCH BariTHicTIO Ta moJsoramms?.

3a3HauYMMO, 10 CyYacHi MOMKJINBOCTL MOJIEKYJIAPHOL JiarHOCTUKU
00yMOBUJIM BUKOPHUCTAaHHS BuUcCOKouyTauBuxX meronis IIT'I[, B ocHOBI
AKUX TOKJaJgeHe ABUINe Tidpuamsaliili HYKJIEIHOBUX KMCJIOT. Ix
MOKHA PO3ALIUTH HACTYIHUM YMHOM: &) 3a IIMOMHOIO AOCJiIKeHHS
Ha MeToou oOOMe:keHoro xpomocomHoro ckpuuinry (FISH, IIJIP-
METOAM) Ta  IIOBHO-T€EHOMHOIO CKPUHiIHTY (Jinm-miarHoctmka,
CEeKBEHYBaHHS «HOBOT'O» IOKOJIIHHA); 0) 3a IIPUHITUIIOM HiarHOCTUKU
Ha MeTonu, 3acHoBaHi Ha aBuiri ammiaidgikaiii (IIJIP-meTomnn),
dayopecueHTHi#T ribpumamsamii in situ Ta uin-giarsocTuka.
Oco0simBOCTI IXHBOTO NPU3HAUEHHS IJA MOiarHOCTUKM TeHETUYHOI
IIaToJorili eMOPioHIiB MOKHA PO3TJIAHYTH 3a TaOJa. 2.4.

87 (Yapijakis C., 2016).

88 (Kuliev A., Verlinsky Y., 2005).

89 (Liao CH., Chang MY., Ma GC. et al., 2019).
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Or:xe, 3acBifUMMO IIPO TaKe: KOYKEH i3 HaBeJeHMX MeTOHIiB
3aCHOBaHUM Ha AeTeKIlil yHikKaabHuX mociimoBHocTeit [ITHK, omHak,
HM3Ka METOAWYHUX OCOOJMBOCTE OOYMOBJIIOE cHelnupivuHicTh
3aCTOCYBaHHS KOMKHOTO 3 HUX.

IlpeimnaanmauiilHi eenemuuni 00CAi0HEHHS i3 3ACMOCYEAHHAM
memody IIJIP. Meronu IIJIP marorb, Hapasi, MIMPOKi miarHocTuuHi
MOJKJIMBOCTi, OJHAK, IXHBOIO TOJIOBHOIO OCOOJIMBICTIO € IeTeKIlid
yHiKaapHUX mociaigoBuocteit JITHK, 3 unMm i moB’sA3aHi oOMeKeHHA 1X
BUKOPHUCTAHHS: TOOTO, IIepeBakHO, 3 METOI0 HiarHOCTHUKM HOCiicTBa
regHoi maroJsorii. Cepen ImxX AiarHOCTUYHMX MOMKJIMBOCTEH BapTO
BUOKPEMUTU HACTYIIHIi:

IpsMa JlarHoCTHKa TeHHUX MYyTalliil;
HeIIpsAMAa JiarHOCTUKAa yCIaJKyBaHHA I'eHHUX XBOPOO;
HILA- ta pesyc-ceaeriiia emOpioHiB;
CKPUHIHI aHeymJaoimiii (oOMeKeHn, HU3bKOPiBHEBMI).
3po3yMijio, 1m0 podora 3 0OOMEKEHOI0 KiJbKiCTI0O TeHEeTHUYHOIO
Marepiaay oOyMoOBJIIOE HeoOXimHICTHP BpaxyBaHHS [HOBa TaKUX
OCHOBHUX MOMEHTH. A, caMe: MOKJIHNBICTh JOCIIiI;KeHHS HEBeJINKOI
KIJIBKOCT1 ITIJILOBUX IIOCJIMOBHOCTEM 13 OAHi€l KJITMHU Ta BUCOKAa
MMOBIPHICTh IiarHOCTUYHOI TIOMHJIKM Yepe3 SBUIIE «BUIAAIHHA
ameno» (~25,0% gnsa oxmiel KiaiTmHU). 3 METO BUKJIIOUEHHS
OCTaHHBOT'O ITiJ YaC AiarHOCTHKM KOHKPETHOI MyTallii, IIPOBOAUTHCS
IOCJIII;KeHHA 3UYellJIeHUX i3 Helo MapKepiB, IO, 3a CBOIO CYTTIO, €
noysimMopdizMaMm OAMHUUYHUX HYKJeoTuaiB (SNP) um KopoTKuMu
raggemuaumu nmosropamu (STR).

IligBuinienHi0 1H(GOPMATUBHOCTI JiarHOCTUKU Ta PIi3KOMY
3HMKEHHIO MMOBIPDHOCTI «BHUIIAMiHHSA ajieJilo» CIPUAE TaKoxK pobdora
3 KJITHMHaMHu TpPoPeKToAepMaJbHOI O0O0JOHKU, OCKiJIbKHM, HiJ dac
Oiomcii BmaeTbca orpuMaTu (pparMeHT, IO CKJIASAEThC, K IIPABUJIO,
3 MOHAJ 5-TH KJiTHH. BUKOpHCTaHHSA KOMXHOT'O OKPEMOI'0 3UeIlJIEHOT'O
MapKepy 3HUKYE MMOBipHicTs moMmuaku Ha 25,0% Big momepemHboOI
MMOBipHOCTi. 3 MeT010 BIOOPY 3UeIlIeHNX MapKepiB ciiy GoKycyBaTu
yBary caMe Ha BHCOKOIIOJIIMOP(HUX MapKepax, AKi poa3TaloBaHi Ha
Bimcrami He Oinbim, Hixk 1-5 cM (me Oinbimn Hik 5,0% iimoBipHOCTI
pexombiHarii), onTumanbHO — 1m0 2,5 cM. Ilo mokauBocTi, cJrif
yHuUKaTn auHykjaeotugHux STR-moBTopiB — B cuay Oijgbimoil
MMOBIPHOCTI  [AlarHOCTUMYHOI NOMMJKU 4Yeped (PYHKI[IOHAJbHI
ocoosmmBocti THK-mosrimepasu 1mig uYac CHHTE3y HEYKJIEOTHUIHOTO
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JaHITIOTa 3 TaHJAEeMHUMHU IIOBTOpaMmu ab00 oOMe)KeHYy PO3IiJIbHY
snatHicTh QF-IIJIP.

3 HaBEIEeHOI'0 BHUIIE CTA€ 3PO3YMiJIOI0 OILJIBHICTL OI[iHIOBAHHS
I1arHOCTUYHOI iIHPOPMATUBHOCTI AJd KOXXHOTO OKPEMOTO BHUIIQJKY Ta
HasABHOCTI 3HauHOI 0i0sioTeKm mpaiiMepiB. ¥ TaKMX yMOBax, 3aMJisd
TOCJILIKeHHA JeK1IbKOX JOKYCiB, OJHOYACHO BAAIOThCA IO cCTpaTerii
«rHi3goBOoi» IIJIP i3 meroio momepenHbol amILIiikalii IiJTbOBUX
periouiB, abo MOBHOTeHOMHOI aMILIichikalrii.

Ha Bigminy Big aaroputrmy, 110 BUKOPUCTOBYETLCS AJIS TapreTHOl
TiarHocTHKM MyTallii, ckpuHinr aHeymroimiini Ta HLA-cenexiisa
eMOpioHiB IPOBOAATHCA 3 BUKOPUCTAHHAM AeKiabkKox STR-JI0KycCiB
Ha JocJaimkyBaHy XxXpomocomy. OmHakK, 3po3yMijo, IIMo, B TaKUX
BUIIaJAKaX, JiarHOCTHKA 30a/IlaHCOBAHMX XPOMOCOMHHIX IIepeO0yIoB Ta
MiKpojeJieliii — € HeMOKJINBOIO.

Bisyasisaiiia pesyJsbraTiB peakIrii Mo:ke BimOyBaTHCS MILISIXOM
reJb-eJieKTpodopesdy, PIYyopecIleHTHOI AeTeKIlil 3a KiHIIeBOI0 TOUKOIO
Yy B PeXHMi «peaJlbHOTo uYacy» (HaBegeHO Ha pwuc. 2.2),
CeKBeHYBaHHA, MiHiCeKBeHYBaHHA, KaIILJIAPHOIo eJeKTpodopesy.

1000

Delta Rn

- - e
S S U mm == ] re1516171819 2021 2222025 2627 20 2930 31 32 33 34 35 3537 38 39 40 €1 42 43,44 45 46 47 48 49 50 51 5283 54 95
Ol at 1| mm B
I\ S § .

2 2 : : Cycle Number

Puc. 2.2. @parmeHT BJIaCHOI IIpeiMIIaHTAIliAHOI TeHeTUYHOIL
miarmoctuku metogoM Real-Time PCR i3 mpuBoay moJikicTosy
HUPOK:

a) eMOpioH, IO HE € HOCieM reHeTUUYHOTO Je(eKTy;

0) emOpioH-HOCi#T moMiHaHTHOI MyTarii ¢.9564 9566delCAA
(p.N3188Kfs) rena PKDI1 y reTepO3SUIOTHOMY CTaHi.

TakuM 4YmHOM, 3 OIJAAY Ha IIpUBEIeHe BHUINlEe, MOXKHA
dopmasidyBaTd HACTYIHI HemoJiku BukopuctanHa IIJIP vy
IIpeiMILIaHTaIlIMHNX JOCHimKeHHAX. A, came:
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- aHaJid o0MeKeHOol KiJIbKOCTi JIOKYCiB;

- BHUCOKa MMOBipHICTH KOHTaMiHAaIIil;

- MOYKJIMBICTH Hee(DEeKTHBHOI aMILIIiKaIlil;

- ABHUIINE IIepeBaKHOl aMILIi(hikaIii Ta «BUIIaAIHHA aJIeJIlo»;

- HEeMOJKJUBICTBL  JeTeKI[il MiKpogeselliii, 30ajlaHCOBAHUX
XPOMOCOMHHIX Iepedyma0oB, MOJIILIOImii;
- HeoOXimHiCcTh ImoIepeaHbOo1 OIliHKU iH(OPMATUBHOCTI

DOAPY*KHBOI Iapu;

- HeoOXimHiCcTh HAABHOCTI IMMPOKOI 0i0JrioTeKku mpaiiMepis.

Cixim  Bkasarwm, II0  HOBUM IIOCTYIIOM V  PO3BUTKY
npeimmaanraiiinoro IIJIP-mocaimsxkenHsa cranga moaudikallig, sxa
3abe3mneuye MOKJINBICTH IIPOBEJIEHHS IIOBHOT€HOMHOT'O CKPUHIHTY, B
OCHOBi dAKoro Jexxurthb aApuiie Kiabkicaoi IIJIP. IIpamiooun 3
TPOoEKTOZEPMOIO, BAAJOCA HiBEeJIOBATH TaKe ABUIIE AK «BUIIATIHHS
ajleyllo» Ta 3a0e3leyuTH TOUYHICTL AiarHocTuKu Ha piBHiI 98,6%.
OnmHak, mepebir peakirii morpebye mnpoBemeHHA KinbkicHoi IIJIP B
pesKuMi «peasibHOro dacy» 3a 96 Jjiokycamu B 4-X moBTOpax — a, Ie
BHMAara€ ImOoCTaHOBKHU OAHOTO 384-JTyHKOBOTO ILJIAHIIIETY Ha eMOpPioH i
3HAUYHO O0OMeEsKye IIPONYCKHY 3JaTHIiCTh JaboparTopii, He BUPINIYIOUM
IIP00JIeMy BUKJIOUEHHA MiKpOAeJIeI[iiHNX CUHIPOMIB, 3arajoM.

Bigmosigmo mo 3BiTiB, pempesenToBanumx PGD Consortium sa
1997-2008 poxm, acoliiioBaHMMHK UJIeHAMHM acoriaiii 0yJio
npoBegeHo 4763 mukiaiB i3 BukopucranHaMm IIJIP-miarmocTuku, 1mio
cKJagzae, 0amu3bKo, 18,0% ycix mpeiMILIaHTAI[ilHUX DOCJIimKeHb. 3
Hux 4578 — BiacHe, nmpeiMmiaaHTamiiiga giargoctuka. I, gume 182 —
ceJIeKIIida eMOpioHiB 3a  CTaTTIO Ta 3 — oOMeKeHun
IIpeiMIJaHTAIiNHIN XPOMOCOMHUM CKPUHIHT.

IleBHUM UYMHOM IIiICYMOBYIOUM, 3a3HAuUMMO TaKe: CBiTOBI
TeHAeHIil BuxkopucraHusa IIJIP y npeimmianramiiimiin giarHocTHIli
XapaKTepu3yIOThCA IMOCTYIOBMM B3POCTAHHSAM YacCTKU JIOCTiIKeHb,
IIPOBeJeHNX JaHUM MeTonoM, aki cranom Ha 2008 pik ckiaanu 25,3%
npeimMmniaanraniianx. OpHax, Hapasi, MeTOH, B3a BUKJIIOYEHHIM
I1arHOCTUKU MOHOT'€HHOI IIaToJIoril, BUTICHSETHCA METOJaMU IIOBHO-
reHOMHOTO CKPUHIHTY.

FISH-memo0d. lauuit migxia 3HANIIIOB IITNPOKE 3aCTOCYBAHHS JIJISA
IIPOBEeNEHHA IIPEeiMIJIaHTAIliMHOIO TeHeTWYHOro CKPHUHIHTY 3a
OCHOBHUMM XPOMOCOMAaMM, a TaKOK — 3aJJd OiarHOCTHUKMN y HOCIiiB
30aJIaHCOBAHMX CTPYKTYPHUX XPOMOCOMHUX IlepedymoB. 30KpeMma,

cranoM Ha KiHenb 2008 pory, uaeHamm PGD Consortium 0yJio
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nmpoBeneno 21829 NPT mukiis i3 3acrocyBanHaAM Mmerony FISH naa
IiarHOCTUKM XPOMOCOMHUX aHOMAJIi¥, IIT0 cTAHOBUJIO 0JIM3bK0 82,0%
BUIIAAKI1B npeiMIJIaHTaIInHNX TOCJILIYKEHb. PesyabTaTnu
PaHIOMI30BaHMX JOCJIIKEeHb JOBOAATHL 1 B3acBiAUYIOTh KJIHIUHY
epextuBHicTh npoBemenusa IIT'I[ meromom FISH y rpymax mamieHTiB
i3 He BUHOIIIYBAHHSM, TSXKKHNM YOJIOBiumM (aKTopoM Oe3maigHoCTi
Ta cepen KIiHOK, BikKoM IIoHan 39 pokiB. B ixmix pesyabrarax
Bigmiuajioch, 30KpeMa, IIPO MiABUINEHHSA YacTOTH HaCTaHHSA
BariTHOCTLI ¥ B3HUXKEeHHA PHUBUKY CaAMOBiJIbHMX BUKHAHIB Micjada
nporpam IIPT i3 nmpoBenernuam III'/I.

Opmak, Hapasi, icHye HU3Ka [OOCIiIKeHb, Yy AKUX KJIIHIUHY
epextuBHicTh MmeTony FISH y III'Il Buasieno He O0yao. HesBakaroum
Ha TIIeBHI MeToAMYHI OOMe)XeHHA MJaHMX PpoOiT (HampukJjamn,
HEKOPEeKTHUHN mifgdip rpynm KOHTPOJIO, 3TYyOHUM BILIMB Oiomcii gBOX
OslacToMepiB Ha JKUTTE3JATHICTL eMOpiOHIB, BHMCOKY YacTKY
eMOpioHiB 0e3 miarHOCTMKM), BiJCYTHICTH B3pPOCTAaHHSA UYaCTOTH
immtanTarii micaa III[] wMoskHA MHDOACHUTH 1 JiarHOCTUYHWUMMU
oome:xkemHaAMu wMetony FISH, sKi yHeMOKJIWBIIIOIOTH HIPOBENeHHS
IIOBHOT€HOMHOI'O CKPUHIHry. 3acToCyBaHHS II'SITU KOJIbOPIiB
BUAVMOT'O CIEKTPY OJA MideHHs riopuamsaniiiHuX 30HIIB 00MEKye
KiJBbKICTh JIOKYCiB XPOMOCOM, KOMIMHICTL AKMUX MOXKHA BU3HaAUaATU
OJHOYACHO, IO II'sATHU. AHaJi3 JOJATKOBUX JIOKYCiB (a, HaABHIiCTE abo
BiICYTHIiCTh HEBHOIO JIOKYCY €KCTPAIIOJIOETHCS Ha HaABHICTL abo
BiICYTHIiCTh IIiJIOI XPOMOCOMM) BHMAara€ IIPOBEAEHHS IO0JaTKOBUX
payHaiB riopmamsarlrii, 3 KOMKHHM i3 SAKHUX 3pocTae MMOBipHiCTH
nmoMuJiKku. Tomy, 3a igeaJbHHX YMOB, TEOPETHUUYHO MOKJINBO
IIPOBECTHU, IIIOHAIO01IbIIe, 3 payHAu Iiopuamu3arrii 3 JOCHiIKeHHAM 10
15 xpomocom.

Ilopan i3 mmum, mpusHaeMo, o AJjsda npoBemeHHA 1II'J] meTomom
FISH 3acToCcOoBYIOTH CyMiIll 30HIiB Ha II€BHi JIOKYCHU THUX XPOMOCOM,
aHeyIJoimilo AKMX, HaWuacTillle, PeecTpyioTh y eMOpioHax Ha 3-I0
n1o0y po3BUTKY (xpomocomu 15, 16, 21, 22) Tta THX XPOMOCOM,
HeMo3aluHi aHeymJaoifil @KuWX, HaWuacTille, CcyMicHI 13 JKHBO
HapomkeHHAM (xpomocommu 13, 18, 21, X, Y). O6me:keHa KiJIbKicTh
XPOMOCOM IIPU3BOAUTE IO OOMEKEeHOI JiarHOCTUYHOI IiHHOCTI MeTOoxy
FISH. Taxk, 3a gzapumu Munne Ta (paxiBIIiB-TeHETHKiB, JOCTiI:KeHHS
5 xpomocoMm go3Boise Buasiaatu 28,0 — 31,0% ameymioimii
npeiMmiaaHTanmiiHanx emOpionis, 9 xpomocom (13, 15, 16, 17, 18, 21,
22, X,Y)-70,0 - 72,0% ameymaoiniii, 12 xpomocom (+8, 14, 20) —
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79,0 — 80,0% ameynmaoigii. CyuacHi mocruimsKeHHA, AKi mIpoBemeHi
metonom III'T', mokasanm i 3acBigumiam: gpociim:keHHsa 12 xpomocom
I03BOJsdA€ BuUABJAATH Jumie 68,0% XpoMOCOMHUX aHOMAaJil
nmpeiMmiaaHTamiiHux emOpioHiB, 1 Jume 3a ymoBu, o FISH
IiarHOCTHUKY  HOPOBOAATHL 13 MaKCUMAaJbHUM  JOTPUMAaHHAM
IIPOTOKOJILB.

OmHak, Ha Kajab, ciaig mpusHaTtu Take: Mmerony FISH Opakrye
TOYHOCTi Ta BiITBOPIOBAHOCTI AJid poOOTH Ha OAHiN KJIiTHHI.

Ilo-ttepime, pas npasmabHOro mnposenenHAa FISH-mgiarmoctuxkm
HeOoOXiJHOI0 € oITHMMaJbHA IIIATOTOBKA MaTepiaqly — IpaBUJIbHA
dikcamia sagpa 3i 30epeKeHHSIM [OCTYIHOCTI XpoMaTuUHY OJd
riopmamsairii Ta MiHiMisalieio pusHMKY HaKJaZaHHSA CHUTHAJIB, IO
BUMAara€e BHCOKOTI'O PIBHA TEeXHIUHNX HABUKIB CIeIliaJicTiB.

Ilo-gpyre, »Koxui mpobu — aHI KoMepIiliHi, aHi OPUroToBaHi y
JabopaTopii He MO3BOJISIOTHL OOCATHYTH, HaKalb, TriOpmamsamiiHoil
epexTuBHOCTi Ha piBHiI 100,0% , 1110 CBiAUNUTL IIPO PU3UK OTPHUMAHHS
aprepakTHHX  MOHOCOMili  uepe3  BiacyTHicT,  riOpmamaarii.
Ilopymiennsa riopuamsaiii MOMKYTh TaKOK CIIOCTepiraTtu mnpwu
HeIIPaBUJILPHOMY IIPUTOTYBaHHI  Marepiajy: HaIOpukKJIajn, IpU
IOPYIIIEeHH] JeHaTypalil riopuansamiiHoro camury.

ITo-Tpere, aHasida peayiabTaTiB ridOpumamsalii s3aaumIaeTbCHAd,
IOCUTh, CYO0’€KTUBHUM 1, BiAmOBiZHO, BmMMAarae IIeBHUX HaBUKIiB.
30KpemMa, 1iHOAI MOJKHA CcIIOCTepiraTm HaKJaJaHHSA CUT'HAJIB,
po3TalllyBaHHA 1X Yy PIi8HMX ILJIOIIMHAX, CBiIUeHHS CMITTA — II[0
Haragye curHaau, ado PO3IIeNJeHHS CHUTHaJy Ha ABa JOMEHU i3
YCKJaAHEHHAM I1HTepmpeTalili pesyJbTaTiB. ¥ TaKuNX BUOagKax
IIPOBOLATEL JOLATKOBUI payHJ riopmamsariii i3 3oHmZaMu OO0 JIOKYCiB
TUX CaAMHX XPOMOCOM, aJjie iHIIUX paioHiB (HaBemeHO Ha puc. 2.3).
BukopucranHa caMe TaAKOTrO IIIAXOAY AO3BOJIAE CYTTEBO MHiABUINUTH
TOUHICTDH J1arHOCTUKU.

He zaiiBuMm € BKasaTu i Ha Take, 1o 3a gaaunmu PGD Consortium,
iz 12620 mporpam III'Il, mpoBemeHuUX i3 BUKOPHUCTAHHAM METOIY
FISH, zapeectpoBano 12 BumaakiB momuiakoBux pgiarmosiB (0,1%),
IMIPUUYNHOI0 SKHX MOMKYThL OyTH SK MO3ailuaM IIpeiMILIaHTAIliAHMX
eMOpioHiB, Tak i TexHiuHi oOme:xkenmHA merony FISH. Tomy, micasa
npoBenennsa III'[[ y Bumaaky HacTaHHSA BariTHOCTi, mallieHTaM
PEeKOMEeHAYIOTh IIPOBedeHHs iHBa3MBHOI IpeHaTaJbHOI AiarHOCTUKM
3aJ1JId Bepudikaiil HopMaJbHOTO KapioTUIIy IJIOAA.
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Taxum uymHOM, BU3HaeEMO, 110 npoBeneHHA III'I[ meTomom FISH,
3i ctporuMm i uiTkmM morpuMmaHHAM pekomenpaliii PGD Consortium
13 KOHTPOJIIO SIKOCTi, MO3BOJISIE MOCJiAKYyBaTH aHEYILJIOiAil OKpeMuX
XPOMOCOM y IIpeiMILIaHTaImiiHMX eMOpioHax, ogHAK, He Ja€ IIOBHOTO
VSABJEHHS IIPO iX KapiloTHIl.

Pucynox 2.3 — PegyabraTu riopuamusaiiii MyJbTHKOJIBOPOBOI CyMiIri
dounmiB PGT MultiVysion (Vysis) no iaTepdasnoro aapa 6aacTromepa
(False Colors) (;1abopaTopiss muToreHeTukn KJIiHIKKT «Hamisa»):
IBa OJaKMTHI CUTHAJIM, IO BiAIOBiZarOTh ABOM KOHNiAM paiioHy

18 p11.1-q11.1;

JIBa 3eJIeHi CUTHaJIM, 10 BiAIIOBiAIOTH ABOM KOIILAM palioHY
21q22.13-q22.2;

IIBa UepPBOHI CUTHAJIM, IO BiAIIOBiZAIOTh ABOM KOIIiAM paiioHy
13q14;

OIUH CUHIN cuUTrHAaJ, IO BiAmoBimae omHii Komii pationy Xpll.1-
qll.1;

OJVH IMOMapaHUYeBUN CUTHAJ, AKNN BIAIIOBilae OAHIN KoOImil
paiiony Ypll.1-q11.1.

IlopieHanvHa zenHomua ciopudusauis. HoBOIO CXOOAWHKOIO YV
HampAMi  PO3BUTKY  IpeiMIJaHTaIliiHOI  JiarHOCTUKHU  cTaJja
iMIIJIeMeHTaIla y MIPaKTUKY Yin-giarHOCTUKH, 30KpeMa,
MMOPiBHAJBHOI reHOMHOI riopuamsaii (IIT'T).

Bxasanuii MmeTos 103BOJISAE€ IIPOBOAUTI OJHOMOMEHTHUN CKPUHIHT
yChOTO TEeHOMY Ha IIpeaMeT aHeymJoiAiil, a TaKOoyX HajJaBaTu
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KiJIBKiCHY XapaKTepUCTUKY OKPeMHX IiJIAHOK XpoMocoM (HaBeIeHO

Ha puc. 2.4).
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Pucynorx 2.4 — Pesynbratu nipoBefieHHA BiacHol III'][ meTomom uim-

MOJXKJIMBOCTEMH,

BIIP

IMMOPiBHAJIBHOI T€eHOMHOI riopuamsalii.
a) miarpama IIT/I-IIT'T y moapy:kHBOI mapu, Ae »KiHKa — HOCIiM
TpaHcyokalii 46, XX,t (6;13)(q27;q12)). Kiaituan
TpodeKTomEpMEU eMOpioHy (5 mo6a). AHeynaoigHMiT eMOpioH i3
TpHUCcOoMieo Xxpomocomu 13 Ta MoHOcoMiero xpomocomu 14 (46,
XX, + 13, -14), He 3ayIyyeHOl A0 AiarHOCTOBAHOI XPOMOCOMHOIL
nmepedya0BU MaTepi.
0) III'l y moapy:xkHBOI mapu, e YOJIOBiK — HOCiii TpaHCJOKAaIil
45,XY,der(5)t(5;15)(q35;q11),-15; emOpion kiHouoi cTraTi — 3i
30aJaHCOBAHMM BapiaHTOM cerperartii 0aTbKiBChKOI
TPaHCJOKAaIlil Ta YaCTKOBOIO MOHOCOMi€I0 3a JOBTUM ILIeUeM
xpomocomu 22 (arr CGH 22q11.1-q.13.33 x 1), 1m0 BKJIoUae y
cebe xomiuiekc cumnTomiB CATCH 22 (Cunapom [i-Il:xopm:xu,
IIInopuuTnena (Beso-Kapaio-gamianbHNit)), i HE 3aJIyYEeHOL 10
JTiarHOCTOBaHOI XPOMOCOMHOI mepe0dyoBu OaTbKa.

I, came B3asHaueHe I CHPUAJO PO3SHIMPEHHIO IiarHOCTUYHUX
MiABUIIEHHIO TOYHOCTI BMCHOBKIB Ta IIBUIKOMY

OBaI:KeHHIO MeTody V KJaixmiuny mnpaktury HIPT-kaimik. Ha

ChbOTOHI, cjaix Buduartu, 1o in-I1II'T' — e Hally;KuBaHIIIILM METOLOM
y Beaukux IIT'[[-1a6oparopisax. Okpemi gaHi 11040 pe3yibTaTUBHOCTI
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MEeTONy BiKe IIpelCcTaBJieHI y MiKHapoaHilI HayKOBiHl JiiTepaTypi.
Cepep mmepeBar MeTony AOIIiJbHO BUIIJINTU HACTYIIHi, a, caMe:

- BUCOKAa po3AijbHa 3gaTHicTh (Big 1 MJIH 1I.0.);

-OJHOMOMEHTHUIN CKPUHIHI VyCiX XpOMOCOM Ha IIpPeaMeT
He30aJJaHCOBAHUX Iepe0ynoB, BKJIIOUAIOUM MiKpogeJseIiiigi Ta
IVILIIKAIiiHI aHoMaJIii;

-00’eKTHBi3alIliag pe3yJabTaTiB IPOIeCcy aHaJIi3y.

Cepen oOMerkeHb IOIiJIBHO BiJOKPEMUTH!:

-YyTJUBICTH 0 AKOCT1 BUXIJHOT'O MaTepiauy;

- HEMOJKJIUBICTD TeTeKIril 30aJIaHCOBAHUX XPOMOCOMHIX
1mepedyI0B;

-o0MesKeHa MOMKJIMBICTL AeTeKIlil Mo3ainmuaMy Ta MOJIILIoIimii.

IIpusraemo: mpoiiec JOCTIMKEeHHS € CTaIiAHIM i BKJIIouae B cebe
pio1ciro 3paska, IIOBHOTE€HOMHY aMILIi(pikaIizo, MiueHHS,
riobpuamsairiro Ha MiKpo-dinax i ckaHyBaHHSA 3 HACTYIHOIO 00POOKOI0
Ta iHTepIpeTalli€eio pe3yabTaTiB. [lociilKeHHAM IIepeKpPHUBaETHCH,
onusbko, 25,0% ycboro reHomy, II0 3abe3meduye OiJIbIII TOYHY
IiarHOCTUKY Ta  JTOCTATHIO YYTJINBICTH hid ¥ BUSABJICHHS
MiKpoJeJIeMiMHNX - OIVILIIKAIINHNX TeHeTUYHNUX aHOMAaJIii.

3 IIbOro, 3a3HAYMMO IIPO Te, II[0 OCHOBHUMU KPUTEPiAMU 3aIJIs
imenmTudikamii Hes0aJJaHCOBAHMX  XPOMOCOMHHMX  aHOMAJIA €
BiIXMJIEHHS CeTMEeHTY Bij isoJuriHii mpodaiiny Ha Beamunuay 3xSD abo
+0,3 loge-ratio. Xoua, cuaing 3BaskaTu i Ha Te, 110 PaKTHUUYHA BeJIUUYMHA
3MIIIIeHHSA CeTMEHTY MOKe BIIPIBHATHCSA BiJl TEOPETHUUYHOI 1 3a/1a€ThCA
caMe B3MiIleHHAM CerMeHTy X-XpOMOCOMM IIPpM BUKOPUCTAHHI
nepexpecHux 3a crarTio peepeHTHUX [[HK-KOHTpPOJIIB.

ITpeimmanTaminmi reHeTHUYHi TOCJIMKeHHA MOYKYTh
ITPOBOAUTUCS Ha OyAb-IKOMY eMOpioHaIbHOMY MaTepiaji (IMoJasapHuX
TLIBIAX, OJIacTOMepax uu KJIiTuHaxX TpoderTonepmu). OngHak, pisHuin
MaTepiaJj, y IbOMY BUIIAAKY, MaTHMe CBOi 0cOOJMBOCTI iHTepperaIrii
pesyiabraTtiB. Tak, B30KpemMa, y BHIAQAKy IIpeeMOpioHAJIbLHUX
IOCTim)KeHb — IependavaeThbcs TIPOBEINEHHS aHaNidy OJTHOYAaCHO
IIepHIIOr0 Ta JAPYyroro MNOJAPHUX Tijenb uYepe3 MOXKJUBICTH
KoMIIeHcalil mopyuiens I moainy metiody anomaJsiamu Il moainy.

IHomaTKoOBO, IIPU aHaJJiI31 HOJAPHUX TiJIellb € MOMKJIUBICTH, 3a
BEeJIMUYMHOIO 3MiIlleHHA CerMeHTy, AudepeHIliloBaTu Hes30aJIaHCOBaHI
XpoMaTHAHI Ta XpoMocoMHi anomauii. Ilpu mociig:keHHi 6s1acTomMepiB
HeoOXigHo mam’saTaTu: eMOpPioH Ha 3 JeHb CBOI'O PO3BUTKY MOKe OyTu
MO3aiuHUM, III0 He MOKHA BUKJIOUNTH, aHAJII3YIOUN OANH OJlacToMep.
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OmHak, mpm iHTepmpeTtallii ciig mam’aratu i Te, IO MO3all[U3M
HEMOKJIMBUN B OJTHOMY, OKpPeMO ya3AToMy, OJactomepi. Taxum
YMHOM, He3HauHi BiAXWJEHHSA CEerMeHTiB AiarpaMu 3a OKPeMUMU
XpoOMOCOMaMM MOJKYTh OyTHM poO3IliHeHi AK apredaKTu 3 OPUUNHU
Hee()eKTUBHOI IMOBHOTeHOMHOI ammiaidikamii um perpagarii J[THEK
caMoro 3pasKy.

IaTepuperariisa pesyabTaTiB aHaNi3y KJIITHH TPOPEKTOAEepPMU €,
Ierio, CKJIAOHIIIOI MPOIleAypolo, OCKiJIbKM, 3pasoK Oiomrary
micTuth 3-15 xaitua. Tomy, MOXKYTH 3ycTpiuaTHCh BUOAIKN
MO3aiIu3My, 10 XapaKTepu3yBaTUMYThCSA MEHIIIUM 3CYBOM CETMEHTY
IiarpaMu 3a BiAIIOBiJHOIO XpOoMOCOMOIO ((pparMeHTOM XPOMOCOMH) Bif
i30J1iHil, Ipu CcIIiBCTaBJIEHHI 3 BiAXUWJEHHAM CEIMEHTY 3a CTaTeBUMMU
XpoMocoMaMM. ¥ BHUHOAAKY K UYHNCTOro IIpoQaiy € IaiarHOCTHYHA
MOXKJINBicTE (QikcyBaTtu w™mosaimmam > 50,0% . Ilompu HaABHICTH
myOJriKaIiii —~ BiZHOCHO MOMKJIMBOCTI JeTeKIil HM3bKOPiBHEBOI'O
mosainmuamy merogom uin-III'T, pobora 3 emMOpioHAILHUM MaTepiasioM
Ma€ PsO ONHMCAHMX BHIIE OCOOJMBOCTEIH, IO NPU3BOLATL [0
BHU)KEHHS YYyTJUBOCTI Meroay. MeTon He € UYTJUBUM [OJdA
Mmosainmuamy HmKue 25,0%, a B mexax 25,0-50,0% - BUHHKAIOTH
CKJamHOIIl 3 Au(pepeHIliloBaHHAM, BJacHe, MO3alllI3My Ta «XBUJIb»,
gymoBiaeHux nerpapmamiero JHK uwm mnmopymieHHAMM B IIpolieci
IIOBHOT'€HOMHOI aMILIi(hikaIrii.

Ionimmoigia moxke OyTH 3arrigo3peHa JuIlle y BUIIAAKy eMOPioHiB
Y0JIOBiUOl cTaTi mpu genpecil cermeHTy X-XpPOMOCOMU’, V MOPiIBHSAHHI
3 KOHTPOJBbHMM 3paskoM. OgHak, ockinbku, Juire 1,8%
ITOJIIIIJIOIIHMX eMOpPiOHIB He HecyTh iHIIMX XPOMOCOMHUX aHOMAJII,
o 98,2% ix KimbkKocTi OyayTh BuOpakoBaHo ImadaxoMm din-IITT is
MIPUUYNHU aHeyIJOoiail.

Ilpeimnaanmauiitni docaidxcernus i3 sacmocysannam SN P-uinia.
Meropn siBasie cO00I0 Pi3HOBMJ BHCOKO- PO3AiJILHOTO Uil-aHAJi3y, IO
3aCHOBaAHUM Ha nudepeHIiloBaHHL aJeJIbHUX BapiaHTiB
moJiMopdidMiB OOMHMYHUX HYKJEOTHLIB 1 3abe3meuye IIPOBeIeHHS
IIOBHOT€HOMHOI'O CKPUHIHIY Ha IpeaMeT aHeymJoimiii, oIHO-
0aThbKIBCBKUX MOHCOMiI Ta MIiKpoAeJeliiHnxX, -AYILIIKAIiiHnX
XPOMOCOMHHIX aHoMaJIiii. MakcuMaabHO iHPOPMATUBHUM METOJ €, 3a
yMoOBUu, HaaBHOcTi 3paskiB [[HK o06ox 6aTbKiB, III0 CJIYI'yIOTH
BHYTPIIMIHIMA KOHTPOJAMMN IIOPIBHAHHA. MeToa € HaA3BUYAWHO
yyTIUBUM — OO SAKOCTI BHXigHOTO MarTepiaay, 3abesmeuye
HaJA3BMUYAHO BUCOKY JeTaJiidallilo pe3yJbTaTiB AiarHocTUKM. Xoua,
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1e, JTOBOJIi YacTo, OOYMOBJIIOE TPYAHOIIL 3 iHTepIIpeTaIlicio, 30KpemMa,
y BUINAAKY HeoOXimHocCTi am@epeHIliIOBaHHS aHOMAJill BHACJIIIOK
IIOPYIIIeHb IIOBHOT€HOMHOI aMIjdi¢ikaiii Ta MiKpojeJeninamnx/ -
OIVILIKAIIAHIX aHOMAaJIiii, 0COOJIMBO IIPU IX BMHUKHEHHiI de novo y
perioHax i3 OCTaTOUYHO HEBCTAHOBJIEHOIO KJIIHIUHOIO 3HAUMMICTIO.

Cex6eHYyBaHHA «H0B020» nOKOJNiHHA. CeKBEeHYyBaHHA <«HOBOTO»
IMIOKOJIiHHS 3apeKoOMeHAyBaJio cebe AK HaAUIMOTYKHIIIUNA MeTo[,
IIOBHOT€HOMHOT'O CKpuHiHTYy. OgHaK, yepes3 MOJIOAICTh MEeTOAy Ta MOoTo
HaJI3BUUYalHy BapTicTh BiH, Hapasi, HOCTYMaeThCA 3a IIOMIMPEHICTIO
IIOPiBHSAJIbHIN INeHOMHIN riopmamsarrii.

IlepeBaramm wMeTOmy €: IIOBHUM XPOMOCOMHUI CKPMHIHT Ta
MOJKJINBICTH MiarHOCTHUKU OKPEMUX BUMNAAKIB MOHOTE€HHOI ITaTOJIOTiI
B eMmOpionax. OmHak, AK 1 iHIIEM MeTodaM, MOMYy IIpHUTaMaHHI I
IIeBHi OOMe)XeHHs, 1[0 IIOB’A3aHi 3 TaKUM:

- 00MEeKeHOI0 MOXKJIMBiCTIO IeTeKIril 30aJIaHCOBAHUX
XPOMOCOMHIX IIepedya0oB, MiKpoeseIii, moainaoigili, Mmo3aiiusmy;

- BHCOKOIO UYTJHUBICTIO OO SKOCTi1 BUXITHOTO MaTepiay;

- HeoAHOpimHicTIO ammiai(ikaIiii pparMeHTiB IpU BUKOPUCTAHHI
TeXHOJIOTill amMILIiiKaIlii BChOro reHOMY;

- BHMKEHHAM IIMiJIBHOCTI HOKpuTTA uepeld migBuineHuin CG-
koHTeHT [IHK Ta HasgBHiCTH TAaHIEMHUX IIOBTOPiB;

- HAJATO BHCOKOIO JeTaJjisalli€cio, 10 NOPU3BOAUTH 110
HEMOJKJMUBOCTIL 1HTepIIpeTanili OKpeMuX MOPYIIeHb.

CyTHicTh, [giarHOCTHMKU IIOJISATAE, 30KpeMa Yy IIPOBedeHHi
IIOBHOTEHOMHO] aMILIipiKallil 3pa3Ky, CeKBEeHYBaHHAM 13 HU3BKUM
IIEePEKPUTTAM TeHOMY Ta PO3IOoAiJi «piAiB» 3a OKpPeMUMU
xpomocomMaMu. OcCKijnbKM, BifHOCHA KiJIBKiCTh 3UYMTyBaHb €,
BiTHOCHOIO, CTa0iJIbHMM IIOKa3HHMKOM HIJA KOMKHOI iHAWBiZyaJabHOI
XPOMOCOMM, 3CYB MOKa3HUKA CBIAUNTHME PO aHEYIJIOIAifo.

CexkBeHyBaHHS «HOBOTO» MOKOJIIHHS € HaJA3BUYaANHO 3aTPaTHUM
METOJAOM JOCJIi;KEeHHSA, TOK, EeKOHOMIUHO BHUIiJHMM BiH € IIpHU
omHouacHoMy amaJgizi ~ 100 emOpioniB. 3 omHOro OOKy, TaKui
BeJIMKUN JiarHOCTUYHHUM IIOTiK € HEeMOMKJIUBUM Y OijgbImocTi
JabopaTopiii, 110 OOYMOBJIEHUH TepMiHaMm IIPOBeJeHHS aHaJIi3y 3a
BUKOpPUCTaHHA moTy:KHocTer [[PT-kiaiHik, 3 AKUMH BOHU
CIIiBIPAIfIOIOTh. 3 iHIIIOr0, 30iJBINEHHS KIiJBKOCTI JOCJIimKyBaHMX
eMOpioHiB 3a OZMH 3amycK po0oTH IIpUJaany, IIOB s3aHMii 3i
BHMIKEHHAM PO3JIiJIbHOI 3JaTHOCTI aHaJgidy. ¥ TaKuUX BUOagKax
KiJIbKiCTh 3UMTYBaHb i3 eMOpPiOHY CTAHOBUTL, OJIM3bKO, 150 TuC., 110
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€ MEHIIINM 3a OJHOKpaTHe mepeKpurrtsa reaomy (1,25-5,0% ). Ile pisko
ooMeRye MOJKJIMBOCT1 T1arHOCTUKU T'eHHO1 IIaToJIOTi],
MiKpoJeJeliiiHuX IIOPYIIIeHb Ta BCTAHOBJEHHA 30aJaHCOBAHUX
XpoMOCOMHUX aHoMaJiii. TouHa giarHoCcTHKa MOHOI'€HHOI IIaTOJIOTil
nependavae, nmpuHaiiMui, 20-KpaTHe IIepeKpUTTs PErioHy imTepecy.
A, e o3Hauae, 1110 CEKBEHYBAHHS «HOBOT'O» ITOKOJIIHHS € MOTYKHUM
1 TIIepCHeKTUBHUM METOAOM MpeiMIJIaHTaIliiHOl AiarHOCTUKU
aHeyIJoimiii, OJgHaK, y BiJHOIIIeHHI MOHOTE€HHOI IIaToJIoril aaHuM
Oigxizg mie € HeJOCKOHAJIIIM.

Kapiomanine. [lanuii BuA AOCIHiAKeHb € YCIIIIIHOIO aJalTalli€io
IMIPUHIUIIIB 4Yin-giarHocTuku n0 npoBexaeHHs came IIT'II. OcHoBoiO
MeToJla € [JOCJIMKeHHS  BeJIMKOl KIJIbKOCTi moJsimMop@isMmiB
onMHNYHUX HYKJeoTuxiB (Big 300 Tmc) B po3pisi BChOro reHHOMY Ha
OCHOBi1 KIJBbKIiCHOro uil-aHaJjidy, IO [JO3BOJIE TPOBOAUTU
TiarHOCTHUKY AaHeyIJIOifili, MiKpojeJelill i HenpaAMY iarHOCTUKY
yCIIaAKyBaHHS MyTallii MOHOTeHHHX 3aXBOpPIOBaHb. BiampaBHOIO
TOUKOIO JOCJTiI)KEeHHsS CTae BU3HAUeHHA OaThbKiBcbKOi Kaptu SNP,
BU3HaUEHHS iH(pOpMaTHBHUX MapKePiB Ta aHAJI3 reHOTHIIy eMOpioHa
3 ypaxyBaHHAM sSBHIIAa peKoMOiHaIlil XpomMocoMm.

IlepeBarammu  mMeToza €  yHiBepcaJbHicTL (He  BHMAarae
IIOTIIepPeIHbOT0 BCTAHOBJIEHHA iH(POPMATHBHOCTI MOAPYKHBOI mHapu),
HaJi3BUUYaliHa TOUYHICTH Ta UYTJUBICTh, IO IIPUTAMAHHO yCiM BHIaM
KiJIbKICHUX Uill-aHaJisiB.

A, cepen HemoJiKiB BapTO BHOKPEMHUTU HACTYIHi: BHCOKY
YyTJUBICTh A0 AKOCTi BUX1THOTO MaTepiaay, HEMOMKJIUBICTL JeTeKIlil
30aJlaHCOBAHMX XPOMOCOMHHMX aHOMAaJIiii, oOMeKeHY 3IaTHIiCTh [0
IiarHOCTMKN  HMU3bKOPiBHEBOT'O  MO3ailm3dMy Ta  HeoOXigHicTh
ITOCTEMEHHOTO IIiATBEPAKEeHHSA A1arHo3y i1 Moro reHeTUYHOl (opMu y
BUIIQJKY HEIIPSIMOl AiarHOCTHKMN eMOpioHa Ha mpeaMeT MOHOTI'e€HHOI
I1aToJOriI.

IlepeBarm Ta HeZOJIIKM KOMKHOT'O 3 HaBeJeHUX BUIIE METOIIB —
3BeJIeHO IocJigHumKaMu mo tabi. 2.5.

Ciinm 3BepHyTH yBary i Ha Toil (pakT, 110, Hapasi, IpeHaTaJbHa
IiarHOCTHKAa 3HaMIIJIa TiTHe Miclle Y BU3HaUeHH1 3aXBOPIOBaHb, AKi
BIJHOCATBLCS O «YPOIKEHNX IMOMMJIOK MeTaboaizMmy»9l,

91 (José Simon Camelo Jr., 2017).
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Ilopsany i3 mwmm, nDpu3HaeMo i Te, II0O TaKi XBopoOu #AK
deHITKeTOHypis, TrajJakTo3eMisg, MYyKoIlojJicaxapifio3d, TOMOIIMCTI-
Hypid Ta iHIII AiarHOCTYIOTHCA B PaHHbOMY MAUTAYOMY BiIli Ha
ImigcTaBli CHUMIITOMIB, SIKlI BiKe € 3arpo3JIUBUMHU Ta HE3BOPOTHUMU.
IIpomoB:kyeThCcsI, 1 Hapasi, aHaJIi3 TaKuUX 3aXBOPIOBaHb, dAKi
BiIHOCATHL HO0 Koroptu opdaHuHol maroJsgorii. Tak, B30kpema, V
HaykoBiin mpami Almasi T., Guey L.T., Lukacs C. E. i cumiBaBTopiB
(2019 p.) pempesenToBaHO iH(pOpPMAIiI0O IIPO METHJIMAJIOHOBY
anuaeMiio, sSKa BiJHOCUTBCS 0 TI€HETUYHO TeTEePOreHHOI TIpyIIu
CHaJKOBUX MeTa0OoJiuHIX IIOPYIIIEeHb, 1110, bioximiuno,
XapaKTepu3yeThbCsd  HAKOIIMYEHHAM  METHUJIMAaJOHOBOI  KMCJIOTH,
o0ymoBJIeHOIO AedinuTom MeTuamMaaoH-CoA myraszmd4.

MeTa-anaJis emigeMioJiorii MeTnJIMaJIOHOBOI aruemil 3acBigumB,
1o yacrora ii pgopiBHioe 0.79, 1.12, 1.22 Ta 6.04 ma 100,000
HOBOHapoa:KeHux B Azii. €Bpormi, IliBHiunii ta IliBgenniit Amepmniri,
IliBHiuHit Adpuni. IIpecumnTomaTuuHa NPUKUTTEBA AiarHOCTHUKA
I[iel maToJioril CcKJagHa, pPasoM 13 THM, CBO€UYacHe IIPU3HAUEHHS
oieTu, B3aMicHOI Tepamii, Kopurymouoi Tepamii 1, HaBiTbh,
TPaHCILJIAHTAIlisd MNEeUYiHKM — IOKpallla€ Ta IIOAO0OBMKYE KUTTA ITUX
aogeii. IlpenaTtanbHUI CKPUHIHT € [OieBUM 3aco00M BUABJIEHHS
MeTa0OJIIUHNX TeHEeTUUYHUX B3aXBOPIOBaHb, Ile [0 HaPOIKEeHHS
OIUTUHUA.

Ilopan i3 muM, A0 CIEeKTPYy IpeiMmjaaHTaIiliHOI MiarHOCTHUKU He
BiTHOCATh CKPUHIHT MYJbTHU(MAKTOPHUX 3aXBOPIOBaHb, TOOTO
MHOMKVWHHUX I'eHeTUUYHUX Ta edireHeTUUYHUX (PpaKTOpPiB, AKi He MailOTh
ycnagkyBaHHsA 3a 3akoHamMmu MeHgenas. TeoperwmuHO, BU3HAUYEHHS
IIOJIITEHHOTO Ta MYJLTHU(PAKTOPHOTO CTAaTyCy eMOpioHa IIpeacTaBJIsE
BUPiIlIeHHA Npo0JeM IJId MaIlieHTiB, Y AKUX IIPOBOAUTHCS IIPOIeaypa
eKCTPaKOPIOPAJIbHOTO 3allJIifHeHHs, II0 MOIJI0O OM [JO03BOJUTH
3HU3UTU (QaKTopu pusuky?. OmgHaxk, B CHJIY HeIOBEIEeHOI'O
KJiHiuHOrO eeKTy, BiCyTHOCTI rapaHTii pes3yabTary (HapOIKeHHS
3I0POBOI AUTHUHU), a TAKOK — HUBbKUX PUBNKIB 3aXBOPIOBAaHHA, TaKa
IiaTrHOCTHKA B KJIIHIUHIN NPaKTHUII HE BUKOPHUCTOBYETHCH.

Pospobsieno Juiie Teopiio IIpeiMmJjaHTAIliiHOTO TeCTyBaHHSI,
BOJHOYAC, BAJITHOTO AJIA MOHOTEHHOTO (ayTOCOMHO-IOMiHAHTHOIO Ta
pelleCMBHOr0) i moJiireHHoro ycnagkyBaHHa%., Bkasana meTomoJioris

94 (Almasi T, Guey LT, Lukacs C. et al., 2019).
95 (Torkamani A., Wineinger NE., Topol EJ., 2018).
9 (Treff N., Zimmerman R., Li J. et al., 2018).
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MOKe BKJIIOUATU BU3HAUEHHA SAK He IIOBHICTIO IIeHeTPaHTHi CTaHU,
HaIIpuUKJaJ, CXMJIbHICTh JO pPaKy 3a AOIIOMOIOIO0 JOCJiIKeHHS I'eHiB
BRCA1l ta BRCA2, tak i myJabripakTopHi/ moJireHHi cranum -—
KappgioMmiomarii, rimepreHsis, IyKpoBuil miaber, rimoTmpeoigism.
BBaskaeTnbcda, 1[0 3 MOJAJIBIINM PO3BUTKOM MEIMUYHOI T'€eHEeTUKHU Ta
igTerpairii ii po3pobOK i3 KJIIHIYHMMHU DOCIiIKEeHHSIMU, IIPAKTHUYHO,
KOJKHAa IIaTOJIOTiYHa Ta cyO0maToJIOTiuHa O3HaKa MO’Ke IIoTpedyBaTu
paHHBLOI iHTEepBeHIIil B mpeHaTaJNIbHiI ad0 mpeHaTaJabHiN crazii. Tum
caMHuM, TaKmi HOigxin 3abesmeuye IIOKpaIlllaHHA IPOTHO3Y CTOCOBHO
JKUTTS Ta MOro AKOCTI MaiiOyTHIX HMOKOJIiHb.

BBakaemo 3a [omijibHe B3a3HAUUTU IIPO Te, IO B yMOBax
IOIIOMiKHUX PENPOAYKTUBHUX TEeXHOJIOTiil, oTpuMaHHA eMOpioHa 3a
JTOITIOMOT'OFO METOAUKU eKCTPaKOPIOPaJIbLHOTO 3aILIiTHEeHHA
BiI3HAUAETHCA MpOTrpec B TEXHOJIOTiAX  IIpeiMILIaHTaIliliHOTO
CKPUHIHTY, AK1 3MIiHIOIOTHCS Ta IIOKPANIIYIOThCA 3 HaJaHHAM IIepeBar
B TOCATHEHHAX MOJIEKYJIAPHOIL TeHEeTUKMU. IIapanenbHO,
YAOCKOHAJIOIOThCA IIPOTOKOJM IIMOAO CHUCTEM KYJIBTYP Ta Kpio-
KOHcepBaIlil, AKi 3aaigHi B mpolecax JONOMiKHUX PeIIPOAYKTHUBHUX
TEeXHOJIOTili, IO A03BOJIIE OTPUMYyBaTH OiJBINI HamiMHI pe3yJabTaTu
reHeTUYHOI'0 TeCTYBaHHSA 3 JOJATKOBUMM MOMKJIMBOCTAMM, 30aTHUMU
OJHOYACHO [OCHiJKYyBATH PEIPOAYKTHBHI TNOKasHuUKH emOpioHa,
FreHHUN Ta XPOMOCOMHHM cTaryc. ¥ MaubOyTHBOMY, 3 METOIO
IeTaJIbHOTO aHaJNi3y PempoOAyKTHBHOI KOMIETEHTHOCTi eMOpioHa Ta
MOro 3JaTHOCTI A0 IMIJIaHTAIll 1 3ampoBamg:KeHHsS HOPMAaJbHOI
BariTHOCTI IIPOIIOHVIOTHCSA 3aJjydaTH JOJATKOBL emireHeTHUHi
ImapaMeTpu Ta TPAHCKPUIMIMHUNA mpodiyib, mio Oyme iHTerpysaTucs
BJKe 3 iCHyuUMMM JOpoOKaMM IIPeiMILIaHTAI[IMHNX TeXHOJIOoTiHd7,

TakuM 4YMHOM, BHM3HAEMO: IIpeiMIJaHTaIlilfiHa TeHeTHYHa
IiarHOCTHKAa, Ha CbOTOJIHI, B3apeKoMeHJayBaJjia ceb0e fAK BIHCOKO
iHopMaliiHUiI Ta JOCTOBIpHUI CIOCI0O BUABJIEHHS Te€HETHUUYHOI
maToJiorii  emOpioHa, THM caMHM, PO3IIAJAETHECA B  SAKOCTI
e(peKTUBHOTO 3aco0y IMePBUHHOI NPO(GiITaKTUKN HAPOAKEHHA AiTel i3
reHeTUYHO 3yMOBJIeHOIO ITaToJjioriero. IIpeimmiaaHTaIlifiHi TexHOJIOT1I
cTaJy HEeBiJ €MHOI0 YACTHMHOI TeHEeTHMUYHOT'0 TeCTyYBAaHHA B yMOBax
3aIIPOBAIKEHHSA MOMOMIKHUX PENPOAYKTUBHUX METOAWK, OCKiJIbKH,
BHIJKYIOTH PHUBMK  HeBAaJmxX nOpobd immiaanTaiii emOpioHiB
He3BasKalouUM Ha 1X MOP@MOJOridyHO BUCOKY $AKICTh, BUABJIAIOTH

97 (Poli M., Girardi L., Fabiani M. et al., 2019).
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aHeYILJIOIMil0 Ha caMHX paHHiIX cramigax emOpiorenesy. Ilomasbiie
IepeHeceHHsa eMOpioHiB 0e3 XPOMOCOMHHX AaHOMAaJIilli TO3BOJIAE:
3a1o0irT HapPOAKEeHHIO JUTUHYN 3 XPOMOCOMHMMU 3aXBOPIOBAHHIMU;
BHM3UTU PiBeHb HNOBTOPHUX BUKHUIHIB, PEONPOAYKTUBHUX BTPAT IIif
Yyac BariTHOCTi; MHiABUMIUTH e(QeKTUBHICTh IHUKJIB MJOIIOMIMKHUX
PENPOAYKTUBHUX TEXHOJOTiH8.

He BukJmMKae CyMHiIBY HaACTYIIHE IIOJIO’KE€HHSA: IIepPEeHECEeHHS He
yparKeHnX eMOPiOHiB Ipy MOHOTeHHiN ImaToJjorii B aHaMHe3i, a TaK0XK
eMOpioHiB 13 BiACcyTHiCTIO aHeyILIOimii, CTBOpPIOE YMOBH MIJsd
IIOKpaIlaHHA IiMILIaHTamili Ta B3HMMKEeHHsS IIaHCiB MUMOBLIBHUX
abopTiB B Ii3HLOMY recTamiiiHoOMy nepiomi®?. Or:xe,
InpeiMmaaHTaIifiHe TIeHeTHYHe TeCTYBaHHS IIPeACTaBJsg€e Cco00I0
crangapt BeaeHusa [[PT-BariTHocTi, Maloum HA METy — IOIlepedKeHHs
yCcIOagKyBaHHsS TeHeTHYHOI XBopoOu Bijg remeparrii mo remeparrii Ta
30eperKeHHsA 3I0POBOTO JIIOJICHKOTO I'eHO(hOHIY, 3arajaoM.
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3. 1. imnAemMeHTALIiS €TUYHMX TA NPABOBUX NPUHLUMIB
Y MEAUYHY FTeHeTUuKky

HaraarauM € BuM3HATH NOpOo Te, IMO0 (POPMYBaHHA MeIUYHOIL
FeHeTUKM, SK AUCIUILIIHN, YABJsSIE cO00I0 HEeOOXimHMII Ta JOTIUHUHA
HACJIITOK HAYKOBO-TE€XHIiYHOTO Iporpecy, IIfo OoOyMOBJIEHO IIOTPe00I0
CYCHiJIbCTBAa B HAABHOCTI HOBUX TEXHOJOTil, AKI 3 TEOPEeTHUYHOI Ta
NPaKTUYHOI TOYUKM 30PYy MAalOTh CJIYVKHTU JIOJACTBY 3 METOIO
3a1ro0iraHHs CIaJAKOBUX XBOPOO i 30epeKeHHs 3M0POB’ s HaceJIeHHd.

Y ranysi mMmeamuHOl TreHeTHKU, SK 1 B MeIMIIMHiI, B3araJi,
BUpiIllIeHHA Oararbox mOpoOJeM, IIPM 3alIpoBaKeHHI HOBITHIiX
TeXHOJIOTill, HEMOKJIMBO Ta Ay:Ke CKJAZHO B MeyKaxX TpaauIliiiHOI
MegunuHu. HeoOximHiI maa BUKOpHMCTAHHA i HOBUU KOHIENT, i HOBI
MigXoAu 3 METOI eTHYHOIO0 PO3YMIHHA Ta 3aKOHOZaBUOTO
yperyJioBaHHA MEIUUYHMX BTPYy4YaHb, SKi BKJIOUYAIOTHL B cebe yBech
CIIEKTP 3aco0iB IPaKTHUUYHOI MeIUIIMHYN i HayKOBO-JOCJigHOI poOOTH.
Aje, i npuHIMON chopMyBaAJINCA BIPOAOBIK CTAHOBJEHHS MEeIMYHOIL
IMIPaKTUKM, € VHIBepCaJbHUMH OJIA BCiX cIeliaJbHOCTEeM IIPaKTHUUYHOI
OXOPOHU  3I0POB’sI, IIMPOKO BIIPOBAIKYIOTHCA B  CydYacHi
IiarHOCTHUYHI Ta JIiKyBaJbHI TeXHOJOTII.

Ciig 3BepHYTH yBary i Ha Te, II[0 B iCTOPUYHOMY ACIIeKTi IUTaHHS
eTUKHU 3aBKIM OyJH aKTyaJbHi MmJad MeIuuyHMX (axiBIiB, IIM0
HaAMXaJjo Ha CTBOPEHHS MOJeJell MOPaJIbHOI MeIuIINHN, cepel AKX,
HanOiJIbIII BHUAATHUMHU, € Mojedb l'mnmokpara (“He HaAIIKOAL'’) —
JiKap 3m00yBae colliajbHy AoBipy nmamienTa. Kaarsa jgikapsi, aBTopom
Akol € I'immokpar, B pidHMX KpalHaxX 3aJUIIacThCsd HE3MIHHOIO BiKe
nporarom 17 cromite. Mogenr Ilapameanca (“TBopu m00po”) —
IIPOIIOHY€E€ €MOI[IMHUM Ta AYXOBHUM KOHTAKT JIIKapA 3 MaIli€HTOM.
ITeouToJsioriuHa MoAenb (mpuHIMI “ZoTpmMaHHA Oopry”) —
BUKOHAHHSA TIPaBUJ MOPAJBHOIO IIOPAAKY, HabOpPy IIOJIOKEHDb, SKi
BCTAHOBJIIOE MeJUYHA CIiJIbHOTA i COIiyM.

Pasom i3 TmmM, HeoOXigHO HpHM3HATH, IO TPAAUIIHAHI I[iHHOCTI
MopaJii, MUJocepada, OJarogiifHOCTI Ta iHIMI, OTPUMAJIN Ha CyYacCHOMY
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eTalli po3BUTKY HAIllOHAJBHOI COIliaJbHO-eKOHOMIUHOI CCTEMM, HOBE
i OinpIm 3MicTOoBHE OaueHHA Ta pPo3yMiHHsA. BKasane i mpusBeso mo
CTBOPEeHHA 1 (popMyBaHHA HOBOI MoJesii — “IoBakaHHA IIpaB Ta
rizHocTi  JgrogmHM’. 3as3HaueHi JOMIHAHTM  3HAWUIINJIU  CBOE
BijoOpasKeHHs IIe 3a dYaciB pol30yZoBHM TaKol Tajgys3i HayKu $K
O0ioeTmKa, KOJIM 3aCHOBHUK IbOro BueHHA Bau Penccesep Ilortep, y
1971 pomi y HayxkoBomy Bupmanui “BioeTrmka: mict y manbyrHe”
BU3HAUMB I[I0 MOUCIUILJIIHY B SKOCTLI “IoegHaHHS CHCTEMU
OioJsioriuHOrOo 3HAHHSA 3 Hi3HAHHAM CHCTEMU JIOACBKUX I[iHHOCTERn”.
IocaifHUK 3aIPOIOHYBAB PO3TJIAAATH 0i0OETHUKY AK CBOEPIIHUI BU
3HaHHS, 3aBIaHHAM SAKOTO € — YyKasaTu, $gIK came Tpeba
BUKOPHCTOBYBATH JaHi HAYKU 3aJIs TOCATHEHHS COIliaJbHUX OJar. 3
foro iMeHeM IIOB A3VIOTH IIOTJIAL Ha OiOETUKY SAK Ha HAYKY IIPO
BM:KUBaHHA (science of survival). BusHaueHHsi, saKe HaJIeKUTh
B. T. Paiixy, cmouaTKy 3BydYaJl0o TaKMM 4UYMHOM: ‘“‘cucmemamuuHe
0ocnioxcennsa AI00CbKOL NOBeJiHKU 6 pamMKax HAYyK npo xumms i
300p08's, nposedene y c8im.Ji MOPAAbHUX UiHHOCcmell | npuHyunis”100,
IIpore, y 1995 pomi 3MicTOBHICTH IIHOTO BHCJIOBY 3MIiHIOETHCS BIKE Y
HOBOMY BHAAHHI eHIUKJoOIemili aK “cucmemamuune 00CAiOHCEHHS
MOPAJIbHUX napamempié — 6KJANYANYU MOPALbHY OUIHKY, PIULeHHA,
nogediHkKu, opieHmupu it m. n. — 00csizHeHb 0i0N02iUHUX | MEOUYHUX
HAYK i3 3AAYUCHHAM PISHOMAHIMHUX eMULHUX Mem0o00N02iil Y Midc-
HAYK0B0MY POPMYAIOEAHHI” .

Caixm mpusuatu, 1m0, 30KpeMma, y 1989 pomi Beauchamp T.,
Childress J. mpexacraBuam MoAesib MOPaJbHOI MeIUIIMHHU, IO OyJia
onpuiaogHeHa y 1994 pori, y Buzamui “Principles of Biomedical
Ethics, 5t edition, New York/Oxford” i o6’egHyBaa BxKe HACTYHHI
MIPUHIUIIN: aBTOHOMiA (respect for autonomy), He HaImKOAL
(nonmaleficence), Omarogiiimicts (beneficence), KoHOpimeHIiliHiCTH
(confidentiality), compaBegausicTs (justice). I[lomaTkoBO, 10 BKa3aHUX
II0JIOJKEeHb, OYJI0 3aIpOIIOHOBAHO BHUKOPHMCTOBYBAaTH 1 HACTYIIHI
MIPUHIIUIIN AK TO: IpaBAuBicTh (veracity), mpuBaTHicTh (privacy),
BipuicTs (fidelity)101,

ABTOHOMIiSAA POBIIANAETLCA y IIiM IJIONIMHI AK caMOBU3HAUYEHHS,
cBoOoMa Ta He3aJedKHICTb I1HAMBiAyaJIbHUX [Oill, MeTa AKHX
CIIPSIMOBaHAa, BUKJIIOUHO, HA OCOOMCTICTh, IIPABO IallieHTa IpUMaTH
PpillIeHHSI CTOCOBHO BeJeHHs XBOpPOoOM 0e3 BTPYUYaHHS 30BHI 3 OOKY

100 (Reich W. T. Encyclopedia of Bioethics, 1978).
101 (Beauchamp T., Childress J., 1994).
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MeIUYHOTO TMpalliBHUKA, (OpMYyJIIOBaTU 1 BiATBOPIOBATH IIJaHU
JKUTTS Ha cBi#l poacyn. BaaroxiiimicTs BuaHauae — poOmTH I00pO,
IIPOJIOBXKYBATU 1 CIPUATH HOKpamiaHHioo XKuttd. IIpaBauBicTs — Ie
BUMOT'a IIallieHTa I[oA0 OTPHUMAaHHA Big JiKapd OpaBAMBOI
iHopmarrii.

IIpunnun  crnpaBedJHMBOCTI TI'PYHTYEThCA Ha  TBepIAKeHHI
Apucrorens, AKe AINIII0 4O HAC i3 JiTepaTypHUX AsKepeil: KoxkeH
IIOBMHEH OTpUMAaTH Te, II[0 MNOMY HaJEeXUTh . IIpuHIAI
CIIpaBeJJMBOCTI Ma€ BiTHOIIIEHHS 0 JIOAel, AKi HaJdeaTh J0 PidHUX
collialbHUX TPYI i mepenbauvae HeymepemKeHiCTh IOAO PO3IIONiIY
pecypciB, sKi mpusHaueHi AJs OOCTeKeHHSA Ta JiKyBaHHS XBOPUX.
Ba:kguBicTh IIHOr0 NPUHIIMITY 3HAUHA, OCKLIBKU, BimoOparkae IIpaBo
OyIb-AKOl JIOAWMHM Ha OTPHUMAHHS HaJeXXHOI MeIWYHOl MJOIIOMOTH,
He3aJIe;KHO BiJ TaKUX XapaKTEePUMCTHUK, SK COIlaJbHUM KJac, BiK,
cTaTh, paca, HalllOHAJbHICTh, peJiiriiHa NpHUHAJIEeXKHICTh TOIIO.

OgHUM i3 KJIIOYOBUX IIOJOKEHb MEIUYHOI NPAKTUKWN € MPUHILUII
KoH(pimeHmifinoctil?2, IloHaTTss KOHGQimeHIiiHOCTI NDOXOAUTHL BifI
JaTuHCbKoOro cJjoBa «confidentia», 1o mepekJjazaeTbcs SK OOBipa,
Te, II0 He mimygdarae oroJomnieHH0. Oco0JMBOTO CeHCy HaOyBae Iie
IIOJIOXKEHHA B MeQUIIHI, IIPO IO CBiAYATh iICTOPUYHI JOKYMEHTH, AKi
30epiryucs i 4o HaIIoOro yacy, Je Bifl3HaueHO OJHOCTANHICThH JiKapiB
om0 30eperkeHHs iHdopmallii mpo xBoporo. CTocoBHO HeoOXimHOCTI
30epesKeHHsA JiKapcbKol TaeMHHII, I'immoKpaTr Bu3HaBaB HAaCTYIIHE:
«Ymcro i HemopouHO OyAy S MIPOBOAUTH CBOE KUTTA 1 CBOE
MICTEIITBO; IO AKOro 0 OyAWHKY S He YBiHINIOB, A YBiUAYy TyAuW OJdA
KOPHCTi XBOporo, OyAydYu AajJeKUM BiJi yChbOro TOTO, III0 Ma€ HaMip
HecIIpaBeIJMBOTO i 3ryOHOTO; IO 0 s He mobaumB ab0 He IIOYYB
BiTHOCHO JKHUTTSA JIIOJACHBKOTO 3 TOrO, IO He CJiJg KoJu-HeOyAb
po3roJioInyBaTu, S YMOBUY IIPpO Te, BBa)Kamum IIOAiOHI peui
TAEMHUIIEIO» .

I, mnporarom croaiTh rymMaHHI npuHnunm Iinmokpara,
3aCHOBHUKA «KaAaTBu jnikapsa», yAOCKOHAJIOBAJINCH Ta BTLIIOBAJINCA
B MiKHapoaHI JOKYMEHTH, SKi TrapaHTylOTh Ha CBITOBOMY PiBHIi
JTOTPMMAaHHSA JiKapchbKol TaeMHUIIL. ETuune yaBJIeHHS IIpo
MOPaJbHICTh JIIKApPChKOI IisIJIBHOCTLI Ta IIPABOBUM 3axXxHCT chepu
IIPUBATHOTO KUTTS JIOAUHY BUKJIAAEHO B «3arajJbHill JeKkJjaapallil mpo
ImpaBa JIOIVNHU Ta JeKJaapaiil IIpo npaBa malmieHTa»,

102 (KosasiboBa O. M., Capapranina-Kopuinosa H. A., I'epacimuyx H. M., 2015, 56-
70).
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«Mixuapogaomy Kogekci meguunoi etuku (1949 p.), Constitution of
the World Health Organization (WHO, 1946 p.)», «Universal
Declaration of Human Rights (UN, 1948 p.) (Article, 27)»,
«EBpomneNichKill KOHBEHIII] i3 3aXMCTy IIPaB JIOAUHN» , «JIicabOHCHKiM
nekaapamnii BMA» (1995 p.) Ta iHMIIX JOKTPUHAJIBHUX JOKYMEHTAaX.
Tak, 3oxpema, y «sHeneBchbKili gmexJsapamii BMA» (1948 p.) mme
IIOJIOKEHHA 3BYUYUTH HACTYIIHUM YMHOM: «A nosaxcamumy 008ipeHi
MEHL ceKkpemu, Hagimbv, Nicjas cmepmi Mo20 NAULEHMA».

Tak, MixkHapogHUN KOJeKC MeaAmuHOol eTukmu, y Posgini
«O00B’A3KM JIiKapsA IIOL0 XBOPOTO» MiCTHUTHL HACTYIHE IIOJIOKEHHS:
«JIikap moBmHeH 30epiraTu a0OCOJIOTHY CEKPETHIiCTh B yChOMY, IIIO
CTOCYEThCS MAaIli€eHTiB, K1 #omy [mgoBipdAoTb». JlicaboHchbKa
IekJapaillisgs BcecBiTHBOI MeIMUYHOI acoIlfiallii mpo IIpaBa IIaIli€HTIB,
npuiinsara Ha 34 cecii BececBiTubol Memuunoi acamo6seil®3, ITopsan i3
IIIM, BH3HAEMO 1 IIPO TaKe: Yy JIeKJapallili IIpo PO3BUTOK IIpaB
namieHTiB y €Bpomi (€Bpomelichka Hapajga II0 IIpaBax IIAIli€HTIB,
Awmcrepmam, 28-30 O6epesusa 1994 poxy, BOO3 €Bpomneiichbke
perionaysbHe O00po) — € Takuii Poszin axk «Kou@imeuiiniHicTs Ta
HeJIOTOPKAaHICTh IIPUBATHOIO JKUTTA», e MiJKPECJTIOETHCA IIPO Te, 1110
IaHl Ipo cTaH 3J0POB’dA IIAllieHTa CTOCOBHO [OiarHO3y, IIPOTHO3Y Ta
JIIKyBaHHSA, a TaKOX I1HIIL [JaHI IIPUBATHOTO XapaKTepy MaioTh
3bepiraTuca KoubpigeHI[iTIHO.

ETnuHi muTaHHA CTOCOBHO MisJIBHOCTI MEeAWUYHMX IIPaI[iBHUKIB
3aKOHOJAaBUO PEryJiolOThCA i B IIPABOBUX AOKYMEHTaxX YKpainu. A,
came: Koucrurynia Ykpainu, KoHBeHIIis mpo 3axXuCT mIpaB JIOAUHA i
OCHOBOTIOJIO}KHMX cB00ox, I[uBinpbHUN KoAekc VYKpaiHu, SaKoH
VYipainu “OcHOBU 3aKOHOJABCTBA YKpPAaiHM IPO OXOPOHY 340pPOB’d”.
B Hux HamaeThcda HajledKHa yBara B BiJHOCHHAX JIIKap-Iali€eHT Opu
HaJaHHI MeAUYHOl JONOMOTM, III0 BHU3HauUa€e AisAJbHICTHL IIpodeciiiHO
IIITOTOBJIEHX MEIUYHUX IIpaIiBHUKIB, AKa CIpPsIMOBaHa Ha
npodiJlaKTUKY, HiarHOCTHUKY, JiKyBaHHA Ta peabijgiTalliio y 3B A3Ky
3 XBopoOaMu, TpaBMaMM, OTPYEHHSIMM 1 IATOJOTIYHMMHU CTaHAMHU, a
TAKOM y 3B sI3KY 3 BariTHicTio Ta moJsiorammlo4,

3o0KkpemMa, B «ETuurOoMy  Kozaekci  Jsikapa < YKpalHu»
HaroJIOIIYETHLCSA Ha TaKOMy: JIiKap B3aBKAW IIOBUHEH TI'OBOPUTU

103 (JIicabon, ITopryramuis, Bepeceub/koBTeHb 1981 pPOKy, i3 BHECEHHAM [OIOBHEHb i
BunpasJyeub Ha 47 cecii I'emepanbuoi acambiiei Bami, Immonesis, Bepecerns 1995
POKY).

104 (Cr. 3, OCHOBM 3aKOHOZABCTBA Y KpPaiHM IIPO OXOPOHY 370POB’d).
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namnieHTy npaBay (ctarta 16), mpu BUKOHAHHI CBO€EI AisTJIBHOCTI JIiKap
IIOBMHEH 3a0e3nmeunTn KOHMiZeHIiliHicT, i 30epiraTtu JiKapcbKy
raeMHHUIIO (ct. 17). Jdrimao 3axkomy VYrkpaimu IIpo 3saxwuct
nepcoHaabHux ganux Big 01.06.2010 pory (ct. 7) Bkazamo: «O0’eKT
JIIKapChbKOI TaEMHUIIL CTAHOBUTH TaKa iH(oOpMAaIlis: a) BiZoMocCTi mIpo
cTaH 3I0pPOB’A ImarieHTa; 0) BimomocTi mpo XBopoOy; B) BimomocTi,
oJlep:;KaHI mpM MeIMYHOMY OOCTEe)KeHHi; I') BiToMOCTi IIpo miarxoas;
1) BIiIOMOCTi IIPO OIJISAA Ta MMOro pea3yJbTaTH; K) BiJoMOCTi mIpo
MEeTOAU JIKYyBaHHS; 3) BiIOMOCTi IIpO 1HTMMHY Ta CiMelHiI CTOpPOHU
JKUTTS IIaIlieHTa».

Bimomum € ¢daxT mpo Te, 1100 IIOCTABUTU NPaBUJIBHUM AiarHOS3 i
MIPU3HAYNUTUA OITUMAaJbHe JIKyBaHHS, JiKap IIOBMHEH OTPUMATU
BinmoBigHy iH(opmarliiro Big xBoporo. asa 1poro moTpidbHO
OoTpuUMYyBaTH, 3a3BUUail, iIHTUMHY iHpopMaIlilo, sKa MOXKe IIPUHECTU
IITKOAY XBOPOMY, SAKIIO NOpPOo Hel [Ai3HaeTbcsa CcTOpoHHIiM. ToixK,
iHopmairito, AKka oTpuMaHa y IIpoIeci HaJaHHA MeIUYHOI JOIOMOTH
MOJKHA HOMiJIMTHU Ha AB1 rpynwu: I-mma — e mMegnuHa iHQopMalisa Ta
II-ra — 1e imdgopmalisa HemezwmuyHOro XxXapakrtepy. TobTro Ta, III0
CTOCYETBHCA OcoOMCTOro i cimeiiHOro KUTTA. KOXKHY 3 IUX Tpyn
MOKHA PO3IJIAgaTH SIK IOAO0 MaIllieHTiB (giarHos, IIPoOrHos, IMKiaInBi
3BUYKM, CiMeliHe Ta ocoOMCTe JKUTTS TOII0), TaK i IOA0 uJaeHiB cim’i
XBOPOro (CmagKoBi XBopoOu, CcTaH 340POB’A pPoAmuiB, iX ocobmcTe Ta
cimeiine »KuTTsa Ta iHIme)l05,

Ilopanx i3 mumMm, cJhaig Tpu3HaATH TaKe: JiKap He Mae IIpaBa
poaroJioniyBaT, 6e3 J03BOJIY IalieHTa abo oro mpeacTaBHIKA, JaHIi,
OTPMMAHNMH B XOJi 0OCTEKEeHHS i JiKyBaHHS, a TaKOX — caM (PakKT
3BEpPHEHHS II0 MeauuHy pomomory. IIpmHnun KoHpimeHIiiHOCTI
IIOXOAUTH BiJ KJIATBM, Ky JaBaB JIiKap, 1o 3akpimiaeno B Komekci
npodeciiinoi eturku. KoubimeHiifimicts 3abesmeuye QyHIaMEHT
B3aEMOBiTHOCHH Jikap-maifieHT. O00B’sA30K JiKapd AOTPUMYBaATHUCH
KoH(igeHIiTHOCTI HeoOXigHUI AJid TOTro, IMO0 IIOBAaKaTH aBTOHOMIiIO
namnierara. Ileii mpuHiun 3abesneuye OJis Halli€eHTA BIEBHEHICTh y
TOMY, IO iH(poOpMallid, AKYy OTpHUMaB JiKap, He OyJe HikoMy HazmaJi
IepenaHa, IO 3HAWNLIO IIpaBOBe MiATBepH:KeHHsA y IluBiabHOMY
Kogekci Ykpaimm Big 16.01.2003 poky (cr. 285, u. 4; cr. 286):
«@i3uuHa ocoba mMae npaso HA MAEMHUUI NPO CMAH C8020 300pP08’H,

105 (3akou "Ykpaiuu IIpo saxuct nepconanbunx ganux” Bix 01.06.2010 poxky, cr. 7).
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(axm 36epHeHHA 3a MeOUYHOI 00NOM02010, 0iazH03, @ MAKO} — NPO
gidomocmi, odepiucani npu ii meOUYHOMY 0OCMEHNCCHHI» .

Tosk, Ipu BUKOpPUCTAHHI iH(popMmallii, sKa CTAHOBUTH JiKAPCHKY
TAaEMHHUII0, V HABUAJIBHOMY IpoIleci, HayKOBO-AOCJigHIA podoTi, y
TOMY YMCJi, ¥ y BHOAAKY i1 myOsikamii B cmemiajgbHi# JriTepartypi,
IIOBUHHA OyTH 3a0e3nedyeHa aHOHiIMHicTh marfieHTa (ETMUHMI KOgeKc
Jikapa Ykpaiuu, ct. 40). IIpaBo Ha TaeMHUIIO, IIT0 BigoOpaskeHO Ta
BUKJaAeHo y 3MmicTi cT. 286 IluBiibHOTO KOoJeKcy YKpaiHwm.

Tosk, Iepesik HOpuBeJeHUX BUIIEe MOPAJbHUX IIPUHIUIIIB, IiX
po3poOKa, OOI'PYHTYBaAHHS i ompamnioBaHHA, IOCTiliHEe YAOCKOHAJIEHHS
Ta JOIOBHEHHS CBiJUMTHL IIPO Te, IO IIEPIIOUYEPrOBUM 3aBIAHHAM
JiKapiB € 3axXucT HOpaB TMallieHTa NOpPU IIPOBEIeHHSA MeIUUYHUX
BTPYYaHb. TobTo, 3aCTOCYyBaHHSA METOMiB I1arHOCTUKMU,
npodisakTuKy abo JiKyBaHHS, OB J3aHUX i3 BIJIMBOM Ha OpraHism
JgroguHnlo6,

Etvuni  acmexTu — 3axmMCTy ~— OpaB  TPOMAaASAH  3HAMWIILIN
BimoOpasKeHHs TAaKOMK 1 y MisKHapogHUX JOKyMeHTax: JlicaboHchKa
IekJapaillisgs BcecBiTHBOI MeIMUYHOI acoIlfiallii mpo IIpaBa IIaIli€HTIB,
npuiinara Ha 34 cecii BcecBiTHROI Memmumoi acam06seilo7;
Ilekgapallia Opo PO3BUTOK mpaB mnaiieHTiB B €sBpomil®8, 3Zrigmo
II0JIOJKEeHb, BUKJIAQJAEHUX Yy INX AOKYMEHTaX, BCi MallieHTH MAaloTh
HacTyIIHI IIpaBa IIpM HaJaHHI MeAWYHOI IOIIOMOTH, 30KpeMa, Ha:
AKICHY MeIUYHY OOIIOMOI'Y, MeIMKO-COIliaJbHY OCBiTYy, TigHIiCTHL Ta
IIOBasKaHHSA OCOOMCTOCTi, caMOBHM3HAUEHHS, 30epekeHHsa @(isuduHOI
IcUXiyHOl IijicHOoCcTi Ta HeZOTOPKAaHOCTI, cBOOOAY BuUOODY,
iH(bopMaIlio, a TaKOX — Ha KOH(}pIAeHIINHICTD.

Karamor mnpaB marmieHTa y HAIiOHAJIBHOMY 3aKOHOJIABCTBI
3acBiuye HaCTYIIHI IIpaBa IIallieHTa, 30KpeMa, Ha: HNpo@ilaKTUYHI
3axX0M; JOCTYIHICTh; iH(popMaIlliro; mpaBo Ha 3roay; cBoOOLYy BHIOODPY;
IpUBATHICTL 1 KOHMPIAEeHIIMHICTh; HAKICHY MeIMYHY MJTOIIOMOTY;
0e3IleKy; IIOIepemKeHHA  MOJMKJIMBOCTL cTpamKgaHb 1  00J10;
IHAUBiAyaJAbHUHN IiAXiA 10 JiKyBaHHS; IMOBary TriHOCTI Ipu HaJaHHI
MEeIWYHOI AOIIOMOTM; KOMIIeHcaliro. ToM, 3axXHCT NIpaB IIallieHTa
VYKpainu 3HaAHNIIO BigoOpaskeHHA y HACTYOHUX OOKYMEHTaxX SK:
mpaBo Ha XKuUTTA (cT. 27 Koncturynii YKpainu, ctr. 281 IMuBinbuuin

106 (KosasboBa O. M., Jlicosuit B. M., Am6pocosa T. M. ra inmri, 2016, 23-31).

107 (JIicabou, ITopryramuis, BepeceHb/ »koBTeHbL 1981 pOKy, 3 BHECEHHAM IIOIIPABOK HA
47 cecii I'enepanbuoi acambiiei Bauri, IHgoHesiss, Bepecernnb, 1995 poKy)

108 (€ppomelicbka Hapaja II0 mOpaBaMm mnamienTtiB, Amcrepmam, 28 — 30 Oepesus
1994 poxy BOOS3 €sBpormeiicbke perioHaabHe 010PO).
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KOJeKC YKpaiHu), mpaBo Ha O0cCOOHCTYy HeIOTOPKaHHicTh (cT. 289
IMuBinbHUM KoOAeKc VYKpaiHM), IIpaBO Ha OXOPOHY 3I0POB’S Ta
Menuuny pomomory (ctr. 49 Korcrurymii Ykpainu, cr. 283, 284
IMuBinbHOrO KOAeKcy VYKpainu, ct. 6, 8 OcHOBU 3aKOHOIAaBCTBA
YKpaiHum Ipo OXOPOHY 3I0pPOB’dA), MpaBO Ha BUOIp Jikaps i 3akjganmy
oxopoHmu 3a0poB’a (ct. 38 OCHOBUM 3aKOHOJABCTBA YKpaiHU IIPO
OXOPOHY 3I0pOB’d), IpaBo Ha iH(popMAIlil0o IIPO cTaH 370pPOoB’sa (CT.
285 IIK, cr. 39 OcHoBuM B3aKOHOIAaBCTBA YKpalHU IIPO OXOPOHY
3I0pOB’d), MpaBo Ha iH(popMaIlliio mpo MeauuHe BTpydYaHHs (cT. 39
OcHOBU 3aKOHOJABCTBa YKpalHU IIPO OXOPOHY 3740POB’d), IMpaBO Ha
BUOip MeToniB MeamuHOTro BTpyuaHHA (cT. 284 IMuBiabHOTO KOAEKCY
YKkpaiHnm), mpaBo Ha iH(dopMmaIlliio mpo yMoBU HaJaHHA MeIUUYHUX
mocayr (cr. 15 3¥Y “IIpo saxmcT mpaB cCIOMKMBadiB”), IIpaBo Ha
HaJIe)KHY SKICTb MEIMYHOI AomoMoru / MegudyHux mocayr (ct. 6
OcHoB i cT. 6 3akoH YKpaiuu “IIpo 3axucT mmpaB cIoKuBauiB”), IIPaBo
Ha BigMoBYy Bimg menmuuoro BrpyuaHHA (cT. 284 LUK, cr. 43 OcHOBU
3aKOHOJABCTBA YKpaiHM IIpO OXOPOHY 3J0pPOB’s), MpaBO Ha
BimmkoayBaHHsA mKoau (cr. 6 OcHOBU 3aKOHOZABCTBa ¥ KpaiHM IIPO
OXOPOHY 3I0POB’sI) TOIIO.

YeBizoMmaeHHs 1HAWBiAyaJbHMX IHpaB Ta CcBoOOJA IIaIlieHTa
IIPU3BEJIO IO IIOIJIMOJIeHHS 3MiCTOBHOCTI IIOHATHL 0iOMEIMYHOI eTHUKU
Ta (hopMyBaHHS MIPUHIIUITY OCMUCJIEHOTO MiAXO0Ay M0 peaJisallii mpas
nmamieHTa, moOyJOBAHOTO Ha MOT0 ydyacTi Ipu OPUUHATTI pillleHHA
BifHOCHO oOOCTe)XeHHs, JIKyBaHHS i T. II., y BuHOOpi MeToOxiB
MeINYHOTO BTPYUYaHHS, OTPUMAaHHS MeAWUHOl iH(Mopmarlii Toirmo. ¥
OioMegmuHMX IIpPOIeaAypax IicHye JBa MexXaHi3MH  eTUYHOTO
peryjaioBaHHA. A, came: IIpolleaypa OTPUMaHHA iH(QOPMOBaHOI 3roau
Ta eTU4YHa eKcreprus3alod,

Hokmpuna iHgopmosarnoi 3z00u, sAxka € 0a308010 6 CYLACHIl
MmeduuyuHni ma 6ioemuuyi. Y BigmoBigHOCTI mo Imiel momiHaHTH, OYAb-
sAKe MeIWUYHe BTPYYaHHA SK O000B’SIBKOBY YMOBY Ma€ BKJIIOYATH
CIIeIliaJIbHy IPOIEeaypPy OTPUMAaHHA JOOPOBiILHOI 3rogu marieHTa abo
mocaim:kyBanoro. Ilio 3romy [malTh Ha OCHOBLI aJeKBaTHOIO
inpopmyBanHsa 1malieHTa (00’€KTa JOCIHiM)KEeHHs) TI[IpPO Mery,
TPUBAJIICTh, HACIIAKN, PHU3UK IJA KUTTA BHACJIIJOK MeIWYHOIO
BTPYUYaHHSA, MOKJINBI aJbTepHATUBU, 1X MOPiBHAJBbHY €(PEeKTUBHICTS,
mmpasa maifieaTa Torgollo,

109 (KosaswoBa O. M., Jlicosuii B. M., Am6pocosa T. M. ra immri, 2016; 67-71).
110 (KosasroBa O. M. JlicoBuit B. M. Am0Opocosa T. M. ra inmri, 2016; 59-63).
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CraHOBJIEHHA METOJOJIOTII 3rogm Ha BTPYYaHHS Jikapsa Oepe
mouaTok i3 Kiuma XVIII crosmitrsa, Koau B cyai BeamkoOpuranii
po3rJjdnaJjacsa cIpaBa CTOCOBHO IIPOBEIEHOIO JiKapeM OpPTOMeInYHOI
omepallil 3 NPUBOAY HENPaBUJIbHO 3POIINEHOI0 IEepPeioMy CTErHOBOI
KiCTKM, B XOJi AKOI OyJIO 3aCTOCOBAHO €KCIEePUMEHTAJIbHY METOIUKY
3 BUKOPMCTAHHAM MeXaHIUHOT'O IIPHCTOCYBaHHs. BHac/IiIoOK omeparril
OyJI0O OTPUMAHO HEraTUBHUII pPe3yJbTaT i XBOPUK 3BEPHYBCSA IO CYILY
3 mo3oBoM. IIig yac cygoBOro po3raany CyAans AiMIIIOB BUCHOBKY IIPO
Te, IO B MEIWUYHiINI NPaKTHUIl HEeOOXiTHOIO YMOBOIO Ha MeIUYHEe
BTPYUYaHHSA — € 3Tojia IaIieHTa, SKol He 0yJio 3po0jieHO B BUHAAKY 3
IalieHTOM, AKNM IIOCTpaskJaB BHACJILOK oIlleparrii.

IIpuBeprae yBary BHCIIB, AKUA OyJ0 3po0JIeHO CYIIer0
BepxoBuoro cyany CIIA DBenmxaminom Kapzoso Ha mouyaTky
MUHYJIOTO CTOJIITTS: «...KOXXHa JIIOAWHA, OyAy4Yl IOBHOJIITHBOIO i B
3IOPOBOMY TJIy3[i, Ma€ IIPpaBO BU3HAUMUTH, IO Oyme 3pobJjeHO 3 Ii
BJIACHUM TijJIOM, i Xipypr, AKMWiI OPOBOLUTH oOIlepallilo, 0e3 3roau
CBOI'0 TIIalfieHTa, 3IiHMCHIOE BUMHOK, 3a SdKUU BiH Hece
BigmoBizanbHicTE» 111,112,

Ilomanbinmii po3BUTOK AJOKTPUHM 3roaM Ha MeJHUUYHEe BTPY4YaHH,
IIOB’sI3aHO 3 BiAmOBiAAIO CBiTOBOI CHIIBHOTHM Ha eKCIEePUMEHTU
HaIIUCTChKMX MeINKiB, #AKi IIPOBOAMJINCH Ha IIOJOHEHUX V
KOHIleHTpanmiiHux Tabopax. CmouaTKy, Ieii TepMiH MaB Has3BY
«qo0poBiJbHA 3roma», II0 Oyao 3axkpimiaeHo B HriopHOep3bKoMYy
KOJeKci. A, y IIomaJbIIIOMy, 3aBAAKN aKTHBi3aIlil IIpaBO3aXHCHUX
pyXiB, OyJI0O POS3IIHUPEHO 3MiCT I[LOTO IIOJOXKEHHS, i JTOIIOBHEHO
IIOHATTAM iH(pOPMOBAHICTh, IO O3HAYa€ HEOOXimHicTh HaJaHHSA
IMaI[iEHTOBI MeIMUYHMMHU Ipal[iBHUKaAMM IIOBHOI iHdopmMmaIlrii 1miomo
ManOyTHHROTO MEAWYHOT'O BTpyuYaHHs. Ha 3ampoBajKeHHS TaKOTO
HaAIIPSAMKY BILUIMHYJIN NDPUKJAAAN 3 MeAUUYHOl npakTuku. Hampukian,
y 1957 poui B CIITA 6yJ0 3adikcoBane yCKJIAIHEHHA V BUTJIALL ITapa-
mapesy HMKHIX KIHI[IBOK y XBOporo, sSKoMy OyJjia IIpoBejeHa
JioMOanbHa aoprorpadisa. XBopuii mojaB IO30B O CyAy i, mim uac
CYZIOBOTO pO3TJAnmy, OyJio 3’scoBaHO, IO XBOpPHMII HE OTPUMAaB
ImolepegHbo iHQOpMAaIlilo IPO MOMKJIMUBI YCKJAaAHEHHS IIiJ yac Takol
MaHIITyJIdaIii i, Tomy gaB 3rogy Ha aopTo- rpadir. Axkmio 6 xBopwuii,
mnepes MeJUUYHUM BTPYUYaHHSIM, MaB IIOBHY iH(MoOpMAaIlilo IIPO MOXKJINBI

11 (Oparar B. B. OdopmiaeHue wnHGOPMUPOBAHHOTO cOIJIacuA Ha IpUMeEpe
opronenuueckoi onepanuu Schloendorff v. Society of New York Hospital, 1914).
12 (IIparau B. B., Meguuc . 10., 2011).
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HeraTHBHI HacCJHigKum, BiH OmM BiZMOBMBCSA IIPOBOAUTH  ITIO
MaHinyaaimiro. Ha migcraBi posrisaay copaBu, XBOPHUM BHUI'PaB
cymoBuii 1mporec. Taxkum uywmHOM, cyzoBa npaktuka CIITA
MOJEepHidyBajia TpagHuIliiHe IIPaBO IIPO HEOOXiJgHIiCTL IoIepemsHbOI
3roAyW mallieHTa Ha MeIWYHe BTPYYaHHs, CTBOPHUBIIMN IIPABOBY
IOKTPUHY iH(opmoBaHoi sroau (aHra. - informed consent).

Coin BkKasaTtu, HI0 Yy HIeKJiapalili »Opo IOJITUKY Yy cdepi
3abe3neueHHsa npas mnarieHtra B €spomilld, ¢ Poaxin III, masBaHwuii
«InopmoBana sroga», e IiZKpecJeHO IIPO Te, IO iH(GOPMOBaAHA
yCBioMJIeHa 3Troja IIaIliEHTa € IIOIepPegHbOI0 YMOBOIO OYIb-sIKOTO
MEIUYHOrO0 BTPYYaHHA . ¥ Il [gerjsaparil IIigKpeciieHo, II0
iH(bopMOBaHY B3roAy CJiA PO3rIagaT AK KOHIIEIIilo CcydacHOl
MEeIMYHOI eTHKHU, sKa Iependavae OTPUMAHHSA 3rogy IIallieHTa Ha
JiKapCchbKy Ta CEeCTPHUHCHLKY [OOONOMOIYy 3a YMOBH  IIOBHOI
IMOiH(OPMOBAHOCTI IIPO CYyTh, HOKA3aHHS, II00iUHi e(peKTH BTPYyUaHHA
MmenukiB. Ilopsan i3 muM, moTpidbHa 3roma malliceHTa Ha 30eperkeHHd Ta
BUKOPHCTAHHS OyJIb-IKNX HOro 0i0JOTiYHMX MaTepiais.

Ilopan i3 nmum, KouBeHIIIA PO 3aXMCT IIPaB i TiAHOCTI JIIOAUHU Y
3B'SI3KY 3 BUKOPHUCTAHHAM [IOCATHEHL Oiosorii i memunuuau 1996
POKY, y CT. 5 Iepembauae TakKe: MeIHYHE BTPYUYAHHS MOKe
3iMICHIOBATHCS JIMIIE IIiCJs TOTo, AK ocoba, I0 HiAgaeThbes IILOMY
BTPYYaHHIO, JACTh Ha Ile JOOPOBiILHY iH(pOpPMOBaHY 3ToAy .

CmiB3ByuHOI0, i3 molmepegHiMM [OOKTPUHAMU 1 0asoBuUMMU
IOKyMeHTaMMu, € €EBpomeiichka XapTisg npaB mnaifieHTiB Bigm 15
auctonaza 2002 poxy, y AKil mepembaueHO IpaBOo Ha OTPUMAHHS
Oyab-sIKOl iH(bopMmalrlili mpo cBiii cTaH 370POB’sd, IPO MEeAUYHI IIOCIYTH
i crmocoObu oTpMMAaHHSA ITUX IOCJHYT, a TaKOMK IIPO BCE, IO JOCTYIIHO
3aBIAKN HAYKOBO-TEXHIUHOMY HIPOT'PECOBiI Ta MTO3BOJUTH IIAIi€HTY
AKTHUBHO OpaTH y4acTh Y NPUHAHATTI pillleHb II[OJ0 CBOT'O 30POB 5; I
inopmaria € 000B A3KOBOIO IIONEPEIHLOI0 YMOBOIO IIPOBEIEHHS
OyIb-AKOI IPOIEeAYPHU 1 JiKyBaHHSA, BKJIOUAIOUN yUYacTh Y HAYKOBUX
TOCJIMKEeHHAX.

Cnig BpaxoByBaTu, IO B YKpaiHi IOYaTOK BIIPOBAJKEHHS
TOKTPUHU iH(pOPMOBAHOI 3Tr0aHU CJIiL BBAKaTH NPUMHATTA BepxoBHOIO
Panmoro Ykpainu 3akoHy YKpainu «OcHOBU 3aKOHOZABCTBa Y KpaiHM
IIpo oxopouy 3xo0poB’a» 19.11.1992 pokry, axuii y ct. 43 BCTaHOBUB
i migTBepAMB PO Te, IO 3Troja iH(OPMOBAHOIO IIaIlieHTa HeoOXimHa

113 (EppomelicbKa Hapaja I10 IpaBax mamieHris, Amcrepgam, 28-30 6epesus 1994 poky,
BOOS3, €Bpormeiicbke perioHagbHe 0I0PO).
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IJIT 3aCTOCYBaHHS METOJAIB JiarHOCTHUKM, MNOpo(diJaKTHKU Ta
JikyBaHHdA. To0To, 3aKpinuB 000B’A30K MEeAUYHOIO IIPalliBHUKA, IPU
IIPOBaIsKEeHH1 CBO€1 MigJIBHOCTI, oTpUMAaTH, IIOIIEPETHBO,
iH(pbopMOBaHY 3roAy Malli€eHTa IIPU HaJaHHI TOMY MeIUYHOI JOIIOMOTH
Ha ycix ii eramax!14,

Ilopanx i3 mum, cJig 3a3HauUTH, II0 NHUTAHHS 1H(POPMOBAHOIL
3TOJM € OCHOBOIO yCi€l cucTeMu IOPUANYHOTO 3a0e3neueHHsI MeIuYHOI
IisiTbHOCTiI, TOMY IO MeAWYHEe BTPYYaHHSA BigmoBigHO m0 cr. 42
«OCHOB  3aKOHOZABCTBA YKpalHM IIPO OXOPOHY  3IZOPOB A»
ITOMyCKaEThCS JHUIIe Y TOMY pasi, KOJI BOHO He MOKe 3aBAaTU IITKOAN
3I0POB 10 mailieHTa. ¥ OyIb-AKOMY BHIOAIKy, MeINYHE BTPYUYaAHHS
IiarHOCTUYHOI, JIIKyBaJbHOI, IIPO(iJaKTUUYHOI CIPSAMOBAHOCTI
nmependbavae IOPUAMYHE IIiATBEepAKEeHHs 3roAu maijieHTa. Ha
CHLOTONHINIHIN AeHb, OLIBIIIICTE HOPMATUBHO-IIPABOBUX AKTiB Yy cdepi
OXOPOHU 3J0POB ', III0 CTOCYIOTHCS SAK 3arajJIbHUX, TaK i crenmiaabHuX
NUTaHb MeAUWIIMHN, MICTATH MIOJOMKEeHHs IIPO iH(OopMOBaHY 3rondy,
sAKa 3 OOJHOro 0OKY € (pakToOpoM peaJrisalrii mpas mallieHTa, 3 JPYyroro
0OKy, 3ammobirae BUHUKHEHHIO KOH(JIIKTIB, AKi B JesIKHX BHUIIaJKaX
HeoOXiJHO BUPIITyBaTHU B CyA0BOMY IMOPAAKY. IliTKkoMm JioriuHuM € Te,
1110, Hapasi, mpobisieMa iHGOpPMOBaHOI 3roAu 3HAMIIIA BigoOparKeHHS
i B mpaBoBHMX Ta OPUIVMYHUX MIXKHAPOOHUX HAIiOHAJIBHUX
TOKYMEHTaxX. 3a3HaueHl MOJIOKeHHI aKTUBHO BTLIIOETHCA TAKOMK 1 Y
IisJIbHICTD 3aKJa[iB IPaKTUUYHOI OXOPOHU 3J0POB’ 4.

Bigmosizao mo 3mictoBHOCTI u. 1 cT. 43 «OCcHOB 3aKOHOIZABCTBA
YkpalHu 1IIpO OXOpPOHY B3IOPOB'd TrpoMamgaH» - iH(OpMOBaHA
IOOpOBibHA 3roJa € HeoOXiZHOI IoHmepegHLOI YMOBOIO 3aIJsd
MeINYHOTO BTPpyUYaHHA. Ile moJosKeHHsa 3HAMIIIO CBOE BigoOpasKeHHA
y cr. 284 IluBiJbHOTO KOJIEKCYy YKpalHu, Ae ImependadueHO, IO
HaJaHHS MeIUYHOI JormomMoru (ismuHii ocodi, aka mocaraa 14 pokis,
IIPOBOAUTHLCA 3a 11 3r0o/1010 (U. 3), a MOBHOJIITHA AieBo3gaTHa (PisuyuHAaA
ocoba Mae mTpaBO BiAMOBUTHCH Bia JiiKyBaHHA (4. 4), AKIIO BOHA
ITIOBHICTIO YCBIJOMJIIOE CBOl1 Ail Ta KOHTPOJIOE iX. Takum 4ymHOM, Yy
IHuBiIbHOMY KOZEeKCl ¥YKpalHU TaKOK 3aKpiljeHO mpaBoO JIOAMHU Ha
BiZIMOBY BiJ MeamuHOro BTpydaHHdA. Ilopan i3 muM, € JOIMOBHEHHS,
BiIIOBiIHO O AKMX B YPreHTHUX BUIIaAKaX, SKi IIpeacTaBIAIOTH
peasibHy 3arposdy KUTTIO XBOPOI'0, MeAWUYHe BTPYUYaAHHS MOMKJIUBE i

114 (Bakon Ykpainu «OCHOBM 3aKOHOZABCTBA YKpaiHM IIPO OXOPOHY 3I0POB’SA» Bif
19.11.1992 poky 3a Ne 2801-XII [Enexkrpomuuii pecypc]. — Pemxum mpoctymy:
http://zakonl.rada.gov.ua).
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0e3 3roam marlieHTa abo, AKINO Ile AUTHUHA, 0e3 3roaum OaTbhKiB
(mpuiiomHMX 0aThKiB), ab0 OIIiKYHIB.

3rigao moJgoskeHb cT.29 Komcrurymii VYKpaimm Ta cr. 289
IMusinsuoro Kozekcy VYkpainu — iH(GopMoOBaHa 3Tojla MOXKe OyTu
BiIKJMKaHa y OyAb SIKMHA Yac, 3a BHUHSATKOM BHIIQAKiB, KOJIM caM
JiKap ImoyaB MeIUUYHe BTPYUYaHHS i 1oro NpUIMHEHHS a00 3aKiHUeHHs
IIOB’A3aHe 3 3arP0O30I0 JKUTTIO IIEBHOTO XBOPOTO.

Y nmpomy 3B’A3KY CJIiI BKasaTH i Ha TakKe: BaKJIMBOIO YMOBOIO
inpopmoBaHOiI 3rogum € [AOOPOBiJIbHE, KOMIIETEHTHE NPUHHATTS
MMamieHTOM 3aIlPOIIOHOBAHOTO METOHNy OOCTelKeHHs, a TaKoMXK
JiKyBaHHfA, II0 IPYHTYEThCA Ha OJepKaHHA HUM 3pPOo3yMiJoi,
00’exTuBHOI iH(pOpPMAIlil CTOCOBHO MaMOYTHBOTO OOCTEKEeHHSA Ta
JikyBaHHA. asa Toro, 1mob indgopmaria Oyjga 3posyMijsioi, BoHa
IIOBUHHA OyTHM TIIpeacTaB/ieHa PigHOIO IJs IIallieHTa MOBOIO i,
BiITOBiTHO, BKJIIOUATH TOBHI BiJJOMOCTi CTOCOBHO AiarHosy, ()opMy
MeIMYHOTO BTpy4YaHHs (oOcTe:xkeHHs ab0 JIiKyBaHHSA), MeTy Ta
0CcO0JIMBOCTI JIiIKyBaHHSI, TPUBAJICTh, OUiKyBaHi pe3yJbTaTu,
aJbTepHATHUBHI BapiaHTH, a caMe TI'OJIOBHE — MOJKJMNBI IIOTEeHIIiMHI
PUBUKU 1 YCKJIATHEHHSA, II00iUHI epeKTH, II0 MOMKYTh BUHUKHYTH
IIPY KOHKPETHOMY BHAiI MeIUUYHOro BTPy4YaHHA!1,

3 oryiAany Ha BUINeBKasaHe, JIOTIYHMM € momaTu gediHimirine
BI3HaUeHHsS Ta 3MiCTOBHEe IIOsSCHEeHHS iH(OpMOBaHOl 3Troju, HajgaHe,
dokpema, C. I'. Cremeako, B. 0. Crenenko, I. {I. Cenrororo: a, came
— Oig iH(pOPMOBAHOIO 3Tr0JI0I0 HA MeANYHEe BTPYUYaHHS BapTO PO3YyMITH
ITOOpOBiIbHE, KOMIETEeHTHE IIPUHAHATTS IIAIli€EHTOM 3aIIPOIIOHOBAHOTO
BapiaHTa JIIKyBaHHSA, IO I'PYHTYETLCA Ha OJepP:KaHHI HUM IOBHOI,
00’ekTuBHOI 1 BcebiuHOl iH(opmalii 3 mnpuBOAYy MaHOYTHLOTO
JiKyBaHHA, MOTO0 MOKJINBUX YCKJIQJHEHDb U aJbTePHATUBHUX METOMiB
JiKyBauusal16,

Ciim sBaskaTu i Ha Te, IIO 3aKJIOUHNM eTaloM iH(OPMOBAaHOI
3rOoJ1 — € IINCHbMOBO O(POPMJIEHIUN JOKYMEHT, AKNN HNiAIINCYE IIaIll€HT
oco0ucTO, He3aJIeKHO BiJg BuUAY Ta MeTOAY MEIUYHOT'O BTPYUYaAHHA.
Axmnio marieHTa BU3HAHO He Ji€BO3JATHUM, TO JOKYMEHT IIIANICYE
MOr0 3aKOHHUU NpeACTaBHUK. B AKOCTI HNpUKJIAAy 3arajbHOl (pOpMU
IIePBUHHOI 00JIiIKOBOI JOKyMeHTAaIlil, SKa 3aIllOBHIOETLCS IIAIli€HTOM,
BUKOPHUCTOBYEThCA HOpPMATHUBHO IpaBoBuit gokymMeHT Ne 003-6/0
«InpopmoBara pgoOpoBibHA 3roma IAaIlieHTa Ha IIPOBeIeHHS

115 (I'pesuosa P. 10., 2007).
116 (Cremenxo C. I'., Cremenro B. 0., I. Centora I. d., 2008).
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IiarHOCTHUKHN, JIIKYBaHHS Ta Ha TIPOBEeIeHHsA  oIepalii Ta
3uebosieHHA» , Bugauuii 3arigao Haxasy MO3 Vkpainu 3a Ne 110 Big,
14.02.2012 pory. Ileii moKyMeHT mependbauyuB NOHUCBMOBY (OpPMY
opopMJIeHHS B3aEMOBIJHOCMH MiXK MeAWYHHNM IIPaAI[iBHUKOM 1
alieHToOM, SAKHN 3BepTaeThCcs OO0 JiIKyBaJbHOI'O 3aKJany MmJs
IIPOBEeIeHHA MOMY AiarHOCTHMKM Ta JIIKYBaHHA, Y pasdi HeoOXimHOCTI
OIlepaTUBHOI'0O BTpyuYaHHsa Ta  3HeOosenuall?”, Kpim  Toro,
iH(popmMoBaHa 3roJa 00YMOBJIIOE Ta BU3HAE yUaCTh IIaIli€eHTa B IpoIlieci
JiIKyYBaHHS, a TaKOoyX BHMKOHYE IOJAaTKOBI (pyHKIIII, a caMe 3aXHCT
ImarjieiTa, TOMY III0 CBIAYMTL TIIPO IIOBAry mnpaB 1 B3aKOHHUX
inTepecislls,

Y npoMy 3B’SIBKY CJiZ Imam’ sTaTH 1 IpPo Te, IM0 OyAb-AKUNA BUL
oOcTe)xeHHsA abo0 JIIKyBaHHS, IIPOBeJeHe 0e3 molepegHbo IIiAINCcaHOol
iH(pbopMOBaHOI 3rofu, POIIIHIOETLCA SAK He 3aKOHHe, MPOTUIpPaBHE,
AKINO  MeAWYHe  BTPYYaHHA  3alOAifAJ0  INIKOAY, BUHUKJIO
VCKJIAQIHEHHSA, TO IOJAJBbINNNA POITJIAL CHpPaBU II€PEeXOAUTh OO0
agMiHicTpallil 1 HaBiTh M0 CyJZoBUX iHcTaHIi. To, caMe AJd JiKaps
HaABHICTL JOKYMEHTaJbHO o(dopmiieHol (mMchbMOBO) iH(popMoOBaHOI
3roAu Ha MPOBeJAeHHA MeIMYHOT'0 BTPYYaHHS MAaIlileHTy Hamae
ImepeBaru 3 IOPUAMYHOI TOUKU 30py. A, came, AOKYMEHT, SKUK
IMiAIMCAaHUM IaIlieHTOM, BUCTYHAa€ B AKOCTI IIPABOBOI OCHOBY B3a€MUH
«Jikap-namiesaTt». IIpu mpomy, BigmoOBigaJIbHICTE 3a IIpoIlec HagaHHS
MeJIUYHOl JOIIOMOIY Hece He JHIlle JiKap, ajie ¥ IpoiHGpopMoBaHUIM
IIMChMOBO JOKYMEHTAJIbHO MHAaIli€HT, SKUM IIOBMHEH BUKOHYBaTH BCi
IIPUIINCHU JIIKaps, 110 HO3UTUBHO BILJIMBA€ Ha pe3yJbTaTU JIIKYBaHHA.
ITo Toro K, 3aKJIaJ OXOPOHHU 3M0POB’SA Ta CaM MEIWUYHUI HPAaIliBHUK
MaTHMYTh 3aXMCT BiJ Oe3IificTaBHUX CKapr i3 OOKYy HaIlieHTiB y pasi
BUHUKHEHHA KOH(MJIIKTY, a JIiKapio HAJaeTbCA B3aXUINEeHICTb, IIPU
IIbOMY, i II0CJabJI0I0ThCS IIPEeTEeH3il XBOPOTo.

Takxum umHOM, iH(popMOBaHAa 3roza MOBMHHA OyTH HpaBOMipHA,
IIT0 BU3HAYAIOTH TAKUM IIepPeiK KpUTEePiiB Ta NPUHIIKIIIB ii peaJsrisalrii
Ha IIPaKTHIli, IO JeTaJbHO IpuBeIeHo aBTopaMu y Tabdiu. 3.1.

BBaxaemo 3a pgoiisibHe BKasaTu 1 mpo Take: MiskHapomHa
crucTeMa TPOMAACHBKOIO Ta [Aep:KaBHOTO KOHTPOJIO 3a0e3medeHHs
IIpaB, JOCTOIHCTB, aBTOHOMII Cy0’€KTiB IIiJf Yac MEeIUMUYHOTO BTPYUYAHHSA
peajyiidyeThbCsi caMe 3a JONOMOTOI0 He3aJledKHUX TI'POMAJChKUX

117 (Haxas MO3 Ykpaiuu Big 14.02.2012 p. 3a Ne 110 (Enexrpouuunii pecypc) — Pexxkum
noctymy: http://zakon2.rada.gov.ua/ laws/show/z0661-12).
118 (Cisimmosa 0. 0., 2013).
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oprasisalliii — TaKk Ha3MBaHUX — eMUYHUX KOMimemi8, IKi 11 IOBUHHI
OyTH CTBOPEHiI Ta JiaTuM B MeAUWUHUX 3aKJjJagax Ta 3abesmeuyBaTu
00’€KTUBHY €TUYHY €KCIIePTHU3Yy.

Tabauus 3.1 Kpurepii Ta mpuHIIMIN opraxisarrii
ir(popmoBaHOi 3rogm *

Kpu CvrHi . L . 3micTOoB-
YTHICTBH i 3MicT | M opra- CyTHicTh .
Tepii . e 119 HICTH
Hi3ail
ONPUNHATTA Halli€H- Ipu HaJaHHI MeAWYHOI |iHQOpMOBa-
TOM PIiIlIeHHSA Hif JOIIOMOTH IIOBHUHHO [0- |[HY 3TOAY
yac BiJICYTHOCTI TPUMYBATHCS IPUHIIUIY |IIOTPiOHO
Oyab AKUX 30BHIIII- ¢BOOOM BHOOPY IAIli€H- |[0OTPUMATH
o |HiX (daxTOpiB, 11O s Ta 1 000B’A3K0BOI 400- |Big marieH-
§ cBimumiau 0 IIpo He S pPoOBiJIbHOI iH(pOPMO- Ta Ha OyAb-
S TOOPOBiIBLHICTEL Ta- S BaHOIl 3roAM K Ha AKUUA BUJ
2 |Kol sroxu iH@opmo- © OKpeMe MeLUUYHe BTPY- |MeIUYHOI'O
'S |8anicmb — TOOTO, § YaHHA, TaK 1 Ha KOMII- |BTPy4YaHHA.
& HaJaHHA JIIKapeM § JIeKC MeIUYHUX 3aXO0/iB [IOUYMHAIOUNU
b3 nepes MeIUYHUM N mie3maTHOI ocodbu abo Big camoro
©  |BrpyuamHaM mami- S MOT0 3aKOHHOTO IIPEeN- |IIPOCTOrO J0
€HTOB1 iH(popmaIrii CTaBHUKA HI B AKOMY HaJCKJa]-
PO CyTh ManoyT- BUIIQJKY He IIil IpUMYy- [HOI oIepa-
HBOTO BTPYYaHHS; COM UM HIIJIAXOM oOma- |Iii;
HY;
o |yXBaJIeHHA pillleH- 3rojla IIOBUHHA OyTH 3TONy Ha€e
§ HsS B YyMOBaXx JAilicHO o CBOEUYACHOIO, TOOTO Ma€ |IallieHT Ha
'R |HagBHUX 1 3po3yMi- § OyTH OTPUMAHOIO 0 IpOBedeHHA
S |Iux asd marieHTa 2 IiarHOCTUYHUX TIPOIle- |MeToAy Jia-
< |sHaHb Ipo MaHbOyT- 3 Iyp, JIKYBaJbHUX 3aX0-|THOCTUKU
g HE MeIUYHe BTPY- > niB - papmakorepamii, |abo JiKy-
S |uagHa!20; S ollepaTUBHUX BTPYy4YaHb, |BAHHA 3Ti-
§ © 1HBa3MBHUX MAaHINyJA- |HO CTaHIap-
= IiM TOIIO; TaM;
AKIIO XBOPUM Ma€ 1 MOBUHEH OTPU-
© MaTH 1HQOpPMAILilo IIPO MOXKJIUBICTH
g § 3aCTOCYBaHHS €KCIIePUIMEHTAJIbHUX
S O Me:ro,qu MeJUYHOTO BTPYYAHHHA, TO
-g = |cJin ﬁoro MOBIJOMUTH IPO MOXKJIUBI
S HaCJIIIKY 3aCTOCYBaHHA TaKOTO

METOLY.

Iocepeno * ChopmMoBaHO Ta CHUCTEMATU30BAHO Yy TaOJIMYHOMY BUTJIAML

aBTOpaMu

119 (Bumuna A. d., 2010).
120 (Cremenko C. I'., CremeunkoB. IO., I. Cenrora I. f., 2008).
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Ilopsanxy i3 1mwmMm, ciimg mnDam’dTaTi, IO B OCTaHHI POKH
IIPOJOBXKYIOTh AaKTUBHO PO3BHUBATHCS Ta 3aIlIpPpoBaKyBaTHCsS HOBITHI
TeXHOJIOT11 B MeIUuIINHI, AKi BHUKOPHUCTOBYIOTHCSA y
eKCcIIepuMeHTaJbHUX MeTogax JiIKyBaHHSA. Taxk, 30KpeMa:
3aCTOCYBaHHS CTOBOYPOBUX KJITHMH, TPaAHCIJAHTOJOTiA, TeHHa
Teparisa ta iHmi. CTpiMKO pPO3BUBAETLCA TAaKOMK i (papMaKoJOTiuHA
IHAYCTPisA, OCKIIbKM, MU € CBiIKaMM IIOABU BEJINKOI KiJIbKOCTI HOBUX
JiKapchbKHUX 3aco0iB, AKi IPoxoasaTh BUNPOOYBaHHA Ha Pi3HUX PiBHAX
VIPaBJIiHHSA OXOPOHOIO 3I0POB’s, IOYMHAIOUM BiJ mOcIIigiB Ha
eKCIIEpUMEHTAJbHIX TBAPMHAX Ta Ha 3aBepIllaJbHOMY eTami — To0To,
Ha JIOAAX y 0araTomeHTPOBUX MOCJIiIKEeHHIX.

TakuM UYMHOM, OKPIM NPHMHIIMIIY 1H(POPMOBAHOI 3roAu, NIpHU
MEeIVNUYHNX YTPYUYAHHAX IPU O0CTEKEeHHI Ta JIIKYBaHHI IaIieHTiB CJif
BpaxoByBaTU 1 NOPMHIMI iH(GOPMOBAHOI 3roAu IIPU IIPOBEIAEHHSA
KJIHIYHIX [OOCJHiIKeHb, AKNH, 1 aBTOpU Yy IIbOMY IIepeKOHaHi, Mae
BBa)KaTH CYTTEBUM €TAIOM CYYaCHMX PO3POOOK 1 TexHOJIoTii
JiKyBaHHS y HAYKOBill mpaxTuiril?l,

He zaiiBum BKasaTtu i Ha Takuii (pakT, II0 €TUUHI IPUHIIUNHU
IIPOBEIeHHA HAYKOBUX JOCTiI)KeHbL Ha JIOAAX OyJau BTiJeHi y
Hiopbeprcbkuit Kogekc e micisa IIpyroi cBiToBoi BitiHu. I'esibciHChbKa
mexjapamnis 1964 poKy — € mepmuM MidKHApPOSHUM JOKYMEHTOM, e
BKA3ye€ThCs, IO HEOOXigHOI0 1 HarajJdbHOIO YMOBOIO peaJisarrii
KJiHiYHKX BUOPOOYBaHb — € JOOPOBiJbHA 3T0oAa MOCTiIKYBAHUX: «3
ypaxyBaHHAM IICUXIUHMX OCOOJMBOCTEHI XBOPOIO JIIKapio CJIif
3apYUYHUTHUCS 3T0JI0I0 XBOPOro Ha BUIIPOOYBaHHS, a SAKIIO Iie (hpisumuHO
ab0 OPUAWYHO HEMOKJMNBO, TO 3T0J0I0 B3aKOHHMX ONiKYHIB
xBoporo»122, Jlo mporo &, cjain sacBigumTu i mpo Te, 1o 1me y 1966
poiii Beecher H. K., ymepime, po3poOuB i OOI'PYHTYBaB eTUUHI
IPUHIUIN IIIOA0 3aJYUYeHHA AiTell 10 HAaYKOBUX AOCIiLKeHb!23,

BaxguBicTh 1H(QOPMYBaHHA JOCJTIAKYBAaHUX MiTKPECTIOETHCS
TakoXK 1 vy «TokilicbKol meraaparii».(1975 pokry). Tak, soxkpema, y
no. 9 marojgomyerbca Take: «lIIpm  1mpoBemeHHI OYAb-SIKOTO
BUIIPOOYBAHHS KOMKHUI MOCJHIMKYBAHUU NHOBHMHEH OyTH HAJEKHUM

121 (JIicoBmii B. M., M’sacoenos B. B., Kosansosa O. M., 2012; 41-48, Vasquez R. J.,
Ochsner J., 2017).

122 World Medical Association.Declaration of Helsinki — Ethical Principles for
Medical Research Involving Human Subjects Revised October 19, 2013.
www.wma.net/policies-post/wma-declaration-of-helsinki-ethical-principles-for-
medical-research-involving-human-subjects. Accessed August 17, 2017.

123 (Beecher H. K., 1966).
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YMHOM MNPOiHMOPMOBAHUM NpPO I[ijJi, MeToau, OUiKyBaHi BUTroAWH,
MOJKJIMBUM PHUBUK [OOCIIMKEHHs, a TaKoX IIPO PI3HOTO POAY
HEe3PYYHOCTi, AKi MOXKYTh OyTHM BUKJNKAHI eKCIEepPUMEHTOM». A, y
1997 pomi B OB’e¢emo excumepramm Pagm €Bponm Bupgano i
onpuiaogHeHo «KoHBeHIIII0O mpo 3axMCT IpaB i TigHOCTI JIOZMHHU Ta
OioMequIIMHy B B3B’S3KY 3 3aCTOCYBAaHHAM JIOCATHEHBL OioJsorii Ta
Mmesunuuy: KoHBeHIlis Ipo mpaBa JIOAUHY i GiomMenuiiymam » 124,

Y npomy 3B’sA3KYy npmsHaemo: llep:xaBu — uieHu Panu €Bpormu,
igmi pgepsxkaBm Ta €BpomelchbKa CHIJIbHOTA, AKI IIignucaam I
KonseHIriro, npuiiMaouy J0 yBaru IIPUCKOPEHUH PO3BUTOK 0ioJjorii
Ta MEeIUIIMHH, 3aKJINKAJIN 3a0e3IIeuyBaTy 3aXUCT iHTepeciB 3J0POBUX
a00 XBOpUX CIIOKHMBaUiB MeIuKo-0Oiosoriuamx mocayr. OcHOBHa MeTa
IILOTO0 MIiKHAPOAHOTO HOPMATHUBHOTO aKTy — Ile 3aXHCT TITHOCTLI Ta
igguBigyaapHOl IijricHOCTi JIOAWHM, TapaHTYBaHHS KOMXHOMY, 0e3
BUHATKY, JOTPUMaHHS HEIOTOPKAHOCTI ocoO0m 1 iHImMMX IIpaB Ta
OCHOBHUX CB0O0OJ y 3B’SI3KY 3 PO3BUTKOM OioMenuIuHN. SO0KpeMa, y
cr. 2 KomsBennii  «IIpiopurer  jgogmHmM»  OeKJapylOThCA i
BM3HAUAIOTHCS HACTYNHI KJIIOUOBi IIOJIO}KEHHs: iHTepecu Ta 0Jaro
OKpeMOl JIOAWHU IIOBMHHI JOMiIHyBaTH Haj iHTepecaMU CYCIILJIbCTBa
Ta HayKu. A, HaIpuUKJIaL, V c¢T. 4 — DiJKPECIIOEThCA, M0 OyAb-AKe
MeIMYHe BTPYYaAHHSA 3  JOCJIJHUIBKUMM  I[JIAMM  ITOBHHHO
3M1MCHIOBATHCSA BIAIIOBIAHO 0 IIpOoQ)eciiHMX BUMOI Ta CTaHAAPTiB.
Ilopax i3 mmmMm, y cT. 5 «3arajbHe IIPAaBUJIO» IIOJAETLCA i
Perpe3eHTYEThCA HACTYIIHEe: MeIWYHe BTPYYaHHSA 3IiMCHIOETHCS
IIicjass Toro, SK BiAmoBigHa ocoba mae Ha Ie CBOIO AOOPOBLIBHY
nmucbMOBY 3rony. Ila ocoba oTpuMae IIOMepeaHbO BiAIIOBIIHY
iH(opMaIlifo Ipo MeTy Ta XapaKTep BTPYUYaHHSA, a TaKOK IIPO MOro
HacJigku Ta pusuku. JliogmHa, sAKa 3aJydyaeTbCcs OO0 MEeANYHOTO
BTPYUYaHHSA, Ma€ MpaBo B OyAb SKNI MOMEHT BiIKJIMKATU CBOIO 3TOLY.

Koucrurynis YKpainu, AK AOKTPUHAJIbHUI HPaBOBUMA aKT, IO
Mae€ BUIIY IOPUIUYHY CUJIY, 30KpeMa, y cT. 28 BU3HAUAE, 1[0 JKOLHA
ocoba 0Oe3 ii BinmbHOI 3rogm He MOXKe OyTHM MHigzaHa MeIUYHUM,
HAYKOBMM UM I1HIIMM fAocjizaM Ta y cr. 29 rapanrye mpaBo Ha
ocobucTy HemoTopKauHicThb. ToK, 3a17s 3a0e3meUueHHA MEIUUYHOTO Ta
€eTUYHOT0 KOHTPOJIO MJOTPUMAaHHA IIpaB B YKpaiHi, TigHOCTI,
ABTOHOMIiI CyO0’€KTiB KJIIHiUYHOTO MOCJiMKEeHHSA 3a ydacTi JIIOAUHN

124 «KoHBeHI[igd Ipo 3aXUCT IpaB i TigHOCTI JIOAUHU Ta OlOMEeSUIIMHY B 3B A3KY 3
3aCTOCYBAaHHAM OOCATHEHL Oiojorii Ta memunuun: KoHBeHIIisI mpo mpaBa JIOAUHY i
oiomenuniuau» (OB’emo, 1997 pik).
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po3po0bJieHi 0cOOJMBI HOPMATHUBHO-IIPAaBOBI Ta MOpAaJbHI HOPMH —
Taba. 3.2.

Tabauus 3.2 Cnenudivyai HOpMaATUBHO-IIPABOBI Ta MOpPaJbHiI HOPMU
B YKpaiHi 3 JoTpUMaHHS IPaB Cy0’ €KTiB KJIiHIiUHOIO JOCIIiIKeHHd *
H. 3.m. CyTHicTh i 3MicT HOpMATHUBHO-IIPABOBUX Ta MOPAJbHUX
HOPM YKpaiuu!2®
I |moTpumMaHHS NPUHIUITY CIIpPaBeIJINBOCTL (HeyIepea:KeHUui Bigoip
JOCJIII;KYBaHUX, BUKJIIOUEHHSA COIliaJIbHOI, pacoBOl, eTHIUHOI,
reHJIepHOl NUCKPUMiHaIlii);

II |peresbHe OOI'PYHTYBaHHS €KCIEPUMEHTY;

III |mamanHA MOBHOI iH(poOpMAIlil IITOJ0 MOMKJINBUX PU3UKIB;

IV |omimka coiBBigHOIIEHHS PU3UK/KOPUCTh IIPU IPOBEAEHHI
JOCJiTKeHHd;

V |indopmoBaHa Ta JOOpPOBiJIbHA 3rofa JIIOAWHN Ha JOCJIiIMKEeHHST,
V1 |ominka iMOBipHOI (pi3MYHOI Ta MCUXOJOTIUHOI IITKOIM;

VII |omiHKa BTOPrHEHHSA B OCOOMCTE JKUTTS JOCJIiIKYBAHOTO
(mopyIeHHs KOHPIAeHIIINHOCTi, HaHEeCeHHSs IICUXO0JIOTiuYHOI
TPaBMM Ta CTBOPEHHS COI[iaJIbHUX IIPO0JEeM IOCJiIKyBaHOMY);
VIII [HasgBHicTh HMiAINCY JOCIiAKYBAHOI'O Ha BCiX eK3eMILIApax
1iH(OPMOBAHOI 3Tr01H;

IX |(BusHaueHHs oPiIiiHMX CBigUeHb — UM € B icTOpii XxBOpOoOM 0coOM
3anuc 1Ipo (paxT oTpuUMaHHA 1H(pOPMOBAHOI 3roaAUu O MOMEHTY
BKJIIOUEHHSA B JOCJIiIKEeHHHA.

Hcepeno * cucreMaTu30BaHO y TaOJIUYHOMY BUIJIALL aBTOpaMu

He BgaiiBum € BKasaTum Ha TaKe: y HOPMaTHBHO-IIPABOBUX
IOKYMeHTax YKpaiHu, CTOCOBHO MEIHMYHOT'O BTPYYaHHS V
BIIPOBAIKEeHHI NPaKTHUUYHOI AigJbHOCTI Ta BHMMOTax [0 IIponeaypu
IIPpOBeNeHHA KJIHIYHUX JOCJHiI:KeHb, AeTajllbHA 1 HaJeKHa YyBara
OPUILISAEThCA MOJAHHIO MeaAMuHOl iHdopMaIllil XBOpHM Ta, TakK
HasuBaHUM, OOCJiMKyBaHMM. ToOK, CJiJf BpaxoByBaTwm i Te, IO 3
METOIO0 OCMICJIEHOI'0O PO3YMIHHA iHPopMaIlii, sKa HaJaeThCs IaIlleHTY
abo mocaim:KyBaHOMY, HEOOXiTHO JOTPUMYBATHCA i IIeBHUX BUMOT. [0
ix ckJgamy BKJIIOUEHO, 30Kpema, HacTymnHilZ26: indopmaria mosumza
OyTu mOpeacTaBjieHa B OOCTYIHIA (Qopmi, 0e3 3amo3UYeHHS
HEe3PO3YyMLJINX CHeliaJbHUX MEAWUYHMNX TepPMiHiB; He 3aCTOCOBYBATU
TepMiHiB, $Ki MOXKYTh BBOAUTH B OMaHYy a00 BHKJIUKATHU
3aHEIIOKOEHHA; iHdopMaIllia moBMHHa OyTHM BigmoBimajgbHOIO, 0€3
MOJKJIMBOI Pi3HOMAaHITHOI iHTepIpeTallil; AOCIiI:KyBaHUII ITOBUHEH

125 Koucrurynia Ykpaiuau, cr. 28 Ta cr. 29.
126 (Flory J., Emanuel E., 2004).
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MaTH JOCTAaTHBO Yacy IJs IIPeACTaBJCHHS JIiKapio abd0 MOCIiTHUKY
3alUTaHb Ta OTPUMAHHS Ha HUX BIANIOBigeqi.

OmHak, B3ayBasKMMO: BiJHONIEHHS caMWUX KJIHIiIMCTIiB 10
KOHIIeIil iH(popmMoBaHol 3roam Ta IiH(pOpPMOBaAaHOI BiIMOBU He
OomHaKoOBe B pisHmX Kpaimax. OCKiJnbKM, B IXHiIX MeyKaxX iCHYIOTBH
BiIMIiHHOCTI B €KOHOMIYHOMY PiBHiI, KYJBTYPHUX TPAAUIIAX i
MopaJi, IopUINYHil cucTeMi Tomro. JleAki cmeriajsicTy posrasanaioTh
IIpollec OTPUMaHHA iH(pOpPMOBaHOI 3roAun, AK AYysKe BiANOBigaJIbHUMI
eTal MeIMYHOTO BTPYYaHHS, IHIIL X — BIZHOCATHBCA OO IIHOTO
dopmMaabHO.

Ajne, moBHe i 00’¢KTHMBHe PO3YMiHHA CYTHOCTiI iH(poOpMOBaHOI
grogy Ta ii KOMIIOHEHTIB B3aJIe’KUTh, OLJBIIOI0 Mipoio, Big THUIY
CHUCTEMU OXOPOHM 3I0pOB’sa abo IIPUHIIUIIAM BeJeHHA HayKOBO-
TOCJiZHUIILKOI poboTH. I, 1e € OLJIbIII TUIIOBUM JJIs KpaiH i3 BUCOKUM
piBHEeM 1 fAKICTI0O HaJaHHA MeIMYHOI JOIMOMOTH Ta AOTPUMAaHHIM
3aXUCTy IIpaB MallieHTiB. AJie, B OKpeMHX KpaiHaxX, JiKapi He
IIOBHICTIO PO3YMilOTh BaKJUBICTH 1H(MOpPMYBaHHA  IIAI[iI€HTIB,
JerajbHOoli @ikKcamii 3srogm ab0 BiZMOBUM Bif 3aIpPOIIOHOBAHOTO
MEeINYHOT'0 BTPYYaHHS, a 3aJOKyMeHTOBaHa BigMoOBa XBOPOTO Bif
ob0cTe:xeHHA ab0 JIIKYBAaHHS PO3IIHIOETLCS JUINIE, AK CBOI'O POAY
«1HIYJIBTEeHII1A» Big MOKJUBUX YCKJaagHEHDb MeJIMYHOI'O
BTpy4YaHHI127,

Pasom i3 TmM, HeoOXimHO HaragaTu i Impo Te, IO AJA HAIIOI
KpalHU Ile JOCTaTHhO HOBUM BUJA MEIUYHUX B3a€EMOBIJHOCHH «JiKap-
MmMaIieHT», OCKiJIbKM, paHIiIlI, mepeBakajyd OiJbII IIaTepHAJiCTUUYHI
B3aeMuHMu. To0TO, KOJM XBOPHUU IIIJIKOBUTO MOOBipsAB Jikapo i
IIOKJIaZaBcs Ha oro npodecionanism. Bigrak, 3a cydyacHUX ysaBJEeHb,
imopmoBaHa 3rojga cHpAMOBaHa Ha MOAOJAaHHSA HaB A3yBaHHS
IIallleHTOBl BOJII Ta IIpeicTaBJIeHb JiKaps IIIOJA0 MeTOMiB JIIKYBaHHS
Ta 3aXMCT MallieHTa BiJ eKCIepMMEHTAJbHUX i BUOPOOYBAJIbHUX
HaMipiB cremniaiicra. Ilopan i3 muMm, iHPopMoBaHa 3roga 00yYMOBJIIIOE
M  YMOMKJIUBIIOE AaKTHUBHY Yy4YacTh CaMOT'0 XBOPOTro YV IIporeci
JiKyBaHHsA a00 IIPOBEIEHHI HAYKOBOI'O MOCJiKEeHHS, IIiTKPecJIioe
icHyBaHHsS MNIPUHIUIIY aBTOHOMilI XBOpPOIro, IIpaBO HA NPUNHATTS
pimieHb, AK1 CIIIBIAAaiOTh i3 HWOro ImorJasagaMu Ha JKUTTA 1 JIOACHKI
IIiHHOCTI.

127 (Hrevtsova R. Y., 2013).
-113 -



Kosanbosa O. M., Mukmnterko A. O.
MeAWYHI TO eTUYHI ACNEKTU FEEHETUYHOTO TECTYBAHHS | KOHCYABTYBOHHSI

Y cyuacHmx ymoBax (PYHKI[IOHYBaHHS HaIliOHAJIBLHOI Ta CBiTOBOI
COIliaJIbHO-eKOHOMIUHOI1 CHUCTEMU JTOKTPHUHA 3abe3mnmeueHHA
inopmoBaHOi 3roaM, IIPU MEAWUYHOMY BTPYUaHHi, € CTaHIapPTHOIO
IIPaKTUKOIO i € 0cOOJIMBO BaKJIMBOIO B CUTYyAaIlil, KOJIM 3aIIPOIIOHOBaHA
Tepalia € YaCTHHOIO HaYKOBOI'O JOCTiIKeHHA. 3 eTUYHOI TOUKHU 30Dy,
oTpmMaHa iH()OopMOBaHAa 3Troja JAEeMOHCTPYE, yV IIEPIINy uepry, IoBary
IO aBTOHOMIiI ocoOmcCTOCTi, a TaKOK 3ajJydeHa IIOAO0 IJOTPHUMAaHHS
TAaKWX MNPUHIUIIB AK — He HamKoab (nonmaleficence) Ta
osmarogiimicts (beneficence).

IleBHUM uYMHOM IIiICYMOBYIOUM BUIIlEe BUKJIaJeHe, NPHU3HAEMO:
BUHSATKOBE 3HAUEHHSA MAaIOTh €TUYHI IPUHIIUIN B CYUYacHY eIoXy
PO3BMHEHOCTI Te€HEeTUUYHMX Ta OIioJOTiuHMX TeXHOJIOTifl, a TaKoXK
HaPOIIleHHA 3arpos3 MeInKo-OiosoriuHiii Oesmerni mep:xaBu. Brasane
XapaKTepu3yeThCA B3HAUYHMMU OOCATHEHHAMM V Pi3HHUX Traly3ax
MeIUIMHN, cepen AKMX HEBOIMHHO 3pocTae MacinTabHicTs i
IMHAMIiUHICTh PO3BHUTKY caMe MeIWYHOI TeHeTuKu — 3
BIOPOBAIKeHHAM  HOBiTHiIiX  MeTOmZuMK  oOCTe)KeHHH, BUCOKUX
TeXHOJIOTili, BTpYUYaHHAM B I'eHOM JIIOAMHM ToIro. SIK B3araJi, mjas
MeIUIIMHN, a, 30KpeMa, IJId MeIMUYHOI TeHeTHKHN, aKTYaJbHUM €
npobsieMa 3axmcTy came IIpaB narieHTtiB. OTiKe, reHeTwmKa, Ha
ChOTOJHiI, — Ile OJHa 3 raJjysed MeIUIUHU, sfKa Ay:Ke IIiJIbHO
IIOB’si3aHa 3 010eTHUKOIO AK HAYKOIO, 3arajjoM. BKaszane MOsSCHIOETHCS,
30KpeMa, i TuM, II[0 TaKa rajys3b HaYKU IK MeJHUYHa I'eHeTHUKa BIUBUYAE
OesmocepeHill BOJMB Ha 3M0POB’s MOIYJAIil IOJIOBHOTO eJieMeHTa
JIOACBKOTO OyTTsI — TeHiB. Meamuna reHeTHKa Ta 11 pPoO3poOKU;
CIIPSIMOBAHI Ha BCTAHOBJEHHS iarHody, IIaTOTeHe3y Ie€HeTHUYHUNX
3aXBOPIOBAHbL Ta KOPEeKIil cumMIOTOMiB, SK peaJisarii cmagxoBoil
naroJiorii. BixaTrak, KJOYOBI 3aBJaHHA MeIUYHOI TI'e€HETHKU
BUILIMBAIOTh i3 3arajbHOl MeTH (MYHKIIOHYBaHHSA MEIUIIUHU —
JIIKYyBaTU XBOPUX, IIOHEpPeIKaTH XBOpoOu, OOpPOTHCA 3a COIiaJIbHO
aKTUBHE TPYJOBe JOBIOJIITT.

3.2. A@OHTOAOTIYHO KOHUEenuia MeAnKo-reHeTU4YHoro
KOHCYAbTYBOHHS

HaranpauM € BKasaTu Ha Te, IO JOIOMOTa XBOPHM MOKJHBA 1
IOIiJIbHA MAJIsI BOPOBaJ)KeHHs JHUIle 3a YMOBM PaHHBOI aKTHBHOIL
IiarHOCTUKHN CIIQJKOBUX XBOpP0O, ImMe 10 (GopMyBaHHS KJIIHiIUHOI
KapTUHU 3aXBOploBaHHA. B ymMoBax cmelfiajidoBaHOl AOIIOMOTH, IIpU
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HasBHOCTI cydacHUX HOBITHiX METOHiB MOJIEKYJSAPHOTO AOCJIiIKeHHs
MOJKJIMBO BCTAHOBUTM [JiarHo3 MOHOTEHHOI'O 3aXBOpPIOBaHHsA. Aule,
CUTyaIlisl € TPOXMW CKJIQAHIIIOIO IJd XBOPOO i3 MyJIbTU(MAKTOPHUM
ycrmagKyBaHHAM, MO0 #AKHNX, B30KpeMa, BiJHOCUThCA KapjalajJbHa
natoJgorig. I'eHeTmuHI MeTOAMW IOCJHim)KEHHS CTAlOTh HEOOX1THOIO
CKJIQIOBOIO KJIHIUHOI MNpaKTHKU Kapgiojora Ta IIOTPeOYyIOTh
IIPOBEJIEHHA TeHEeTUYHOTo TecTyBaHHA. OCKiJIbKM, 3a HJOIIOMOIOIO
BU3HAUEHHS MOJIEKYJISAPHOI eTiosorii XBopoOu 3HAYHO IIiABUITYETHCSA
TiarHOCTUUYHUM Jiamas3oH i PO3MIMPIOETHCA CiMeMHMII MeHeI:KMEHT,
TOMY TeHeTHUYHa KapAioJjioria B HAII Yac pPO3TJAAJAEThCA K
OUCIIMILIiHA, IO CTPIMKO mporpecyel?s,

Y ranysi MmegumuHOI reHeTHKU HaA3BNUANHO BeJINKe 3HAaUeHHs Mae€
CTBOPEHHA aKTyaJbHOI KOHIENIIl — 2eHemu4H020 KOHCYJLbMYBAHHA,
1o 0epe cBiii mouatrok i3 CIIIA 3 apyroi mojsoBumHM XX-T'O CTOJIITTS,
OCHOBHA MeTa SKOro IIoJdrajia y HagaHHI maiienramM iHdopmairii
CTOCOBHO PENPOAYKTHUBHUX PHU3NKiIB, MNOB’A3aHUX i3 CHAaJKOBUMMU
XBopobaMmu. I'emeTuune KOHCYJIbTYBaHHS BIIEpIIIE oyJ0
danpornoHoBano J. Pearson Tta S. Reed y 1950 pori B sxocti dhopmu
«T€eHEeTUYHOI'0 HaBUYaHHA», MOAOOPOBiJIbHOrO, HE JIUPEKTUBHOTO
KJiHiuHOro migxomy mo ocid, sKi ITOBHMHHI caMOCTiiHO 3poOuUTU
iHguBigyaabpHENI BUOLD IOLO BigHOMIIEHHA n0 XBopobOmu!29, ¥ mamr gac
reHeTUYHEe KOHCYJbTYBaHHS BH3HAUAETLCA fAK Ipollec, AKUM
JoIoMarae IalieHTaM Ta 1X poaAmYyaM 3PO3YyMITH CyTh XBOpoOm i
amamnTyBaTHUCSI OO MEIWYHMX, IICUXOJIOTIYHMX Ta COIiaJbHUX
IIpobJjeM, IK KOMIIOHEHTIiB CIIaJKOBOI IIaTOJIOTII.

Huni, y 6aratbox KpaiHax, y TOMYy YMCJIi i B YKpaiHi, CTBOpEeHO
Ta (PYHKIIOHYIOTh MEAMKO-TEHEeTHYH1 KOHCYJIbTallil, B AKUX
IIPaIioioTh BHCOKOKBaJi(PiKOBaH1 (paxiBImi B Traady3l MeaMUHOI
IreHeTUKHN, AKi HaJZaloTh cIeliaji3oBaHUN BUJA MeIUYHOI JOIOMOI'H
HaceJIeHHIO, CIPAMOBAHUY Ha NPo(diJaKTUKY CIaZKOBHUX XBOPOO, IO
BiITBOPIOETLCA MPHU MeINKO-TeHeTHUYHOMY KOHCYJIbTyBaHHi. Ha
ChOTOJIHi, OCHOBHi acIeKTH HaJaHHS MeINKO-TeHEeTHYHOI JOIOMOTH
HaceJIeHHIO peryiaMeHTYIOThcsa Haxazom MO3 Ykpainu 3a Ne 641/84
Bix 31.12.2003 pory «IIpo ymockoHaleHHS MeIUKO-TeHeTHYHOI
JTOIIOMOTH B YKpaiHi».

Y 3B'83KYy 3 HEOOXiJHICTIO IOBHOI'O i CBOEYACHOI'O BUSBJIEHHS 0Ci0
(cimeit), 110 TOTPEOYIOTh MEAUKO-TeHEeTUYHOl HJOIIOMOTHM Ta

128 (Cirino A. L., Harris S., Lakdawala K., 2017).
129 (Nance M. A., 2017).
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AKTYaJIbHICTIO IIePBMHHOI NPO(IJIaKTHUKKN BPOAKEHOI Ta CIaJKOBOIl
IIaToJIOTil, MeIMKO-TeHeTHUYHa CJIy:KO0a 3IiliCHIOE CBOIO PpOOOTY Y
TICHOMY KOHTAKTIi 3 aKyIIIePChbKO-TiHEKOJJIOTIUYHOI0, HEOHATOJOTiYHOIO,
ImeJiaTPUYHOI0, TEPAIIEBTUYHOIO Ta iHIINMU cayskbammlso,

Koso mpobiieM, 3 SKMMH 3BEpPTAOTHCSA IIAIli€EHTH 3a IIOPajolo,
Iy:Ke IIMPOKe 1 TOPKaeTbCA [OlarHo3y, IIPUYUH, IPOTHO3Y
3aXBOPIOBAHHS, MOJKJMBOCTI JiKyBanHdA. 3arajom, Tiabku 30,0-50,0
% TAaIlieHTiB MalOTh KJIACUYHI reHeTUYHi 3aXBOPIOBaHHA, 00YMOBJIEH1
MOHOTE€HHMM XBopoOaMu a00 XPOMOCOMHUMM IIOPYIIEHHIMMH. Y
0araTbox BUIIAJKaX, KOHCYJbTAHTAM JOBOAUTLCA MATU CIPaBy 3
pisHUMU ypomaKeHMMH AedeKTaMu, PoO3yMOBOI Ta (iBWUHOIO
3aTPHUMKOIO PO3BUTKY, AU3MOP(idMOoM i mogiOHMMU mmaToaoriaMu, ki
MOKYTh OyTH BUKJWKAHI He JIUIIe TeHeTHUYHHMM, ajie U iHIIuIMH
daxkTOpamm.

Menuko-reHeTYHa [OOIIOMOra HAaCeJeHHIO BKJIIOUAaE HACTYIIHI
3aX0M, 30KpeMa, II[0J0: CBOEUACHOI0 BUABJEHHSA 0Ci0 i3 BPOAKeHOI0
Ta CIIaJKOBOIO IIATOJIOTi€I0, ¥ TOMY YMCJIi, IIPEeHATAJIbHO; IPOBEAeHHS
Bepudikaiii TreHeTUYHOTO JiarHo3dy 3 BUKOPHUCTAHHAM CYYacHUX
METOHiB MOlarHOCTHMKM; JIKYBaHHS CIIaAKOBOI IIATOJIOrii; MeIMmKO-
reHeTNYHe KOHCYJIbTYBaHHSA 0Ci0/ciMell i3 po3paxyHKOM IeHeTHUYHOT'O
PUBUKY BHHMKHEHHS  BPOJMKEHOI Ta CIaIKOBOI  IIaTOJIOTii;
npodilakTUKKU BPOAKEHOlI Ta CIagKoBOl IaToJorii; mnpomaraHau
3HAHb i3 IMTaHbL MeJUUYHOI T'eHeTuKM cepej JiKapiB pisdHoro ¢gaxy ta
HacejneHHA131,

3acBifuuMoO, 1[0 TeHeTHYHe KOHCYJbTYBaHHSA, 30KpeMa,
IIPOBOAUTHLCS Y KOHTEKCTi peasisalfii TaKMX YOTHUPHOX CIleHapiiB. A,
caMe: IIpeKOHIIeINIliliHe, mpeiMmjaaHTalliliHe, IIpeHaTaJlbHE Ta
IIOCTHATAJIbHE, AKe MOoAi0He M0 IIpeKOoHIenIiiinorols2,

Ilepinnuit BU/I KOHCYJbTYBaHHSA — MIPEeKOHIIEIITiHe
KOHCYJBbTYBaHHS, BiH mOTpiOeH MOAPY:KHIM mapam abo YjIeHaM
POAVHN y BUOAAKY HAABHOCTLI yV HUX T'€HETUUYHUX IIOPYyIIIeHb, BOHU
IUIAHYIOTh OUTUHY OPUPOAHIM ILIAXOM i 0a’KalTh OTPHUMATH Bif,
JiKaps-reHeTHKa KOHCYJIbTAIlil0 CTOCOBHO PUBUKY VCHaAKYBaHHS
MalOyTHBOIO JUTHMHOIO IIEBHOI'O CIIaJKOBOIO 3aXBOPIOBAHHI.

130 (MimicTepcTBO OXOpPOHHU 340pOoB’s YKpainu. Axagemis Hayk: Haxas za N 641/84
Big 31.12.2003 poky).

131 (MinicTepcTBO OXOpOHU 340poB’sa YKpaiuu. Axagemisa nayk Hakas 3a N 641/84 Bin
31.12.2003 poxry).

132 (Bernal R. M., L. Bejarano R. J. B., 2018).
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Ipyruii ciieHapili Te€HEeTHYHOTO KOHCYJbTYBAHHA IIOJATAE Y
IIJaHyBaHHI HaApPOIKeHHA TUTUHA BHAaCJI1IOK JTOIIOMIKHUX
PenpoayKTUBHUX TexHoJgorii. Taxa KoHcyJbTalia 0asyeThbcsa Ha
pe3yJbTaTax oOCTeKeHHs Ta CKPHUHIHTYy eMOpioHa, [IOCTyImy [nOO
reHeTnuyHol iHGopMarliii Ta oTpumMaia HasBy — IIpeiMIJaaHTaIliliHe
reHeTnYHe KOHCYJIbTYBaHHS.

Tperiti creHapiii mnepembauyae TeHeTHYHE KOHCYJIbTYBAaHHSA
BIIPOJOBIK BariTHOCTI, b} HapOIKeHHS IUTUHU, TOMY,
KJacu(piKyeThCa AK IIpeHaTaJbHe KOHCYJbTYBaHHA.

YeTBepTuii clmeHapiii =~ KOHCYJLTYBaHHSA  XapaKTePU3YEThCS
BU3HAUEHHSIM PU3UKY HapPOAKEeHHsS y MNapTHEpPiB AUTHHU 3
FreHeTUYHUM 3aXBOPIOBAaHHAM 3a YMOBU HAaABHOCTI B POAMHI
IIonepeaHbol AUTHHY (AiTeil) 3 reHeTUUYHUMU IIOPYIIIeHHAMMN.

A, OesmocepemHbO, IIPOIEC TEHETHYHOIO0 KOHCYJIbLTYBaHHS
BKJIIOUA€ HACTYIIHI eTanu, K1 BUKJIaJAeHO I ONMMCAHO AOCIiTHMKaAMMU
y TabJua. 3.3.

Tabruusa 3.3 ETanu BOpoBagKeHHA MeIUKO-TeHEeTUYHOTO
KOHCYJbTYBaHHA
Eran 3MiCTOBHICTH MpoNEeayp i KOHCYJbTAIlil
I |BcTaHOBJIEHHS MOKJIMBOCTI «BUHUKHEHHSI» a00 «He
BUHUKHEHHSA» CIIaJKOBOI XBOpoOM, 0a3younch Ha aHaJi3i
MeANYHOT'O Ta CiMelHOro aHaMHe3Yy,;
II |opoBemeHHA HOJATKOBUX OOCTEKEHDb IJsd YTOUHEHHS JiarHosy;
IIT |migBuIIeHHsa reHeTUYHOI 00i3HAHOCTI maIllieHTiB CTOCOBHO
KOHKPETHOI HO30JIOTiuHOl (popMU CHaJgKOBOI XBOPOO;
IV |KomcysabTalis malmieHTiB 3 METOIO JOIIOMOI'M B 3AiHiCHEeHHI
iHgopmMoBaHOro BUOOPY Ta ajgamTaliii 1o pu3ukKisB.
Ilocepeno * CucremaTnsoBaHO y TaOJIMYHOMY BUTJIALL aBTOpaMu MoHorpadii

Cxim BkasaTu, IO YCIIiIITHE BIIPOBAKEHHS MeINKO-TeHEeTUYHOTO
KOHCYJBbTYBaHHS y KJIHIUHY IIPaKTUKYy OOTpedye, y Ieplry depry,
BHCOKOOPO(ECifHOTO TeHeTUUYHOT0 TeCTyYyBaHHA Ta CKPUHIHTY,
30KpeMa:

1) mokasy cmagKoOBOT0 KOMIOHEHTa XBOPOOH,

2) BuboOpy HaJIe;KHOTO I'€eHETUYHOTI'O TECTY,

3) po3yMiHHA CKJIQTHOCTI iHTepmperaii OTPUMAaHUX
KOMIIJIEKCHUX pe3yJbTarTiB,

4) BU3HAUEHHS PEKYPEHTHOr0 PU3UKY AJIS POAUUYIB XBOPOTIO,

5) e()eKTUBHOTO CHIJIKYBaHHS 3 XBOPOl JIIOAWHOIO, a came
IrOJIOBHE, 3 UJeHaMM MOT0 POAVHIMU.
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Or:xe, Ha 1IiAcTaBi BCTaHOBJEHHSA (QeHOTHUNY, imeHTH(pIiKaIil
MeXaHi3My XBopoOm, IIepeHeCeHHS MiarHOCTUYHUX aKIeHTiB He
TiIBKM Ha XBOPOTO, ajie I Ha POAMHY, N'eHeTUUYHe TeCTyBaHHA Ta, AK
HacCJIiIoK, TreHeTHUYHO OigTBEePIKeHNI niarHos BiIKpHUBae
IIePCIIeKTUBY IJisd OLJIBIT KOPEKTHOI Ta iHAMBimyaJsisoBaHOl cTpaTerii
BeneHHs IpoOampa. Toxk, i 3amjsa BUKOHAHHSA BCiX X B3aBIaHb
HEeOOXiTHMM € HaABHICTb TI€HEeTHUYHUX IeHTPiB 13 BHCOKUMU
OiarHOCTUYHMMU Ta  KOHCYJbTATUBHUMU  MOMKJIHUBOCTAMU 3
BHCOKOKBaJIipiKOBaHUMMU crelriajicraMmu Ta MYJIbTH-
ITUCIUIIiIHAPHOI0O KOMaHI0Io.

IIpn npoBemeHHI MeAMKO-TeHETHUYHOI'O KOHCYJbTYBaHHSA [OyiKe
Ba)KJIMBUM €TAllOM € BUKOPMCTAHHAM CYyYacHUX HOBITHIX TEeXHOJIOTi
O BU3HAYEHHS DPEKYPEeHMHO020 PU3UKY NIJA HACTYOHUX ITOKOJIiHb,
IO BILIMBAE Ha pPeryJIOBaHHS PENPOAYKTUBHUX TIPOIECiB B
KOHKPeTHi# poauui. Ila nmpomeaypa 6a3yeThbCsa Ha BUBUEHHI POIOBOIY
pPOAMHM, 3 yYpaxXyBaHHSAM TUIIY yCIaJAKyBaHHS Ha IIiicTaBl 3aKOHIB
reHeTUKU JiKap po3paxoBy€ CTYIiHb TeOpPeTUYHOl BiporigHocTi
HapoOI:KeHHsS  XBOpPOli  JAWTHUHH. PexkypeHTHUII  pU3HUK  IIpHU
3aXBOPIOBAHHSAX, IO VCHAaAKOBYIOTLCA BIAIIOBIiZHO 10 3aKOHIB
Mennensi, uiTKo Bu3HauaeThbCcd. B KaIiHIUHIN re”HeTuIiii MarmTbh Miclie
XBOpoOU 3 BHMCOKOIO HIeHeTpaHTHicTioO i, maiixke, 50,0% Hamagkis
MOXKYTbh yCcIaaKyBaTu ITIO IIaTOJIOTiIO. deHiTKETOHYPIA,
rajaKTo3eMisgs 1 OiJBIIICTh CIAZKOBUX METa0OJIIUHMX XBOPOO
ImepesalThCsa 3a PeIleCuBHUM THUIIOM, TOOTO, HOCIiAMM MYTaHTHOTO
reHa € o0oe 0arbpkiB. IIpu foMiHaHTHOMY THUIY YCIIaAKyBaHHSA, HOCiEM
MYTAHTHOI'O I'eHa € OoAWH i3 0aTbKiB. ¥ BCiX IIMX BHUIAaJAKaX, HaBiTh
IIPU PiBHIN «IIPOBMHI 000X O0AThKiB i BeJIMUMHI PUBUKY», MAaTU XBOPY
outuHy y 25,0% BumagkiB, MoKe BHHHUKHYTHU IIOTPO3a PO3MaLy
POIUHU.

AKTyanpHUN KJIIHIUHUNA PUSUK, HANOPUKJIAA IOPU ayTOMOHO-
TOMiHAaHTHIi CIIaJKOBOCTIi, 3aJeKUTh BiJl IeHETPAHTHOCTI Ta MOYATKY
IpoABiB cumIToMiB. 1A mamieHTIB IpaKTHUYHe 3HAUEHHA MAae
OinbIe KJiHiUHMI Iepebir, HiXK (opMalbHMII NeHEeTUUYHUII PUSUK,
garaysom. I[jiss XBopoO i3 HM3BKOIO IIEHETPHAHTHICTIO — aKTyaJbHUN
PEeKYPEeHTHUN PU3NK HUKUYUM, HiK (popMaJbHUN PU3HUK T'€HETHUYHOI
TpaHcMmicii. Ha npukaani remogisil MOMKJINBO BCTAHOBUTH, IO PU3UK
IJsi cuOciB IIpobaHga BUBHAYAETLCS CTAaTyCOM MaTepi, AK HOCid reHa
F9. Taxk, »xiukKa, Hocili maToreHsoro resa, Mmae 50,0% mIamc mepezaui
IIaToreHHOro BapianTa reHa F9 npm KoMkHiM BariTHocTi. Ocobu
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Y0JI0BiUOl cTaTTi, AK1 yCIIaJAKyBaJau IIaTOT€eHHUI BapiaHT, € XBOPUMMU,
a JOUKH, AKi ycmagKyBaJHu IIaTOreHHUN BapiaHT, € HOCiIMU XBOPOOU.
HeobOxigHO Tako:k BU3HAUaTH aKTUBHICTHL (pakTopy sropramus IX.
TakuM YmMHOM, Yy pasi IIpoBeleHHSA TIe€HEeTHYHOIO TeCcTyBaHHSA 3
BU3HAUEHHSIM IIaTOTeHHOT'O BapiaHTa reHa F9, MoKJIMBO BH3HAUATU
PEKYPEHTHUN pusuklss,

IIpaBuJIbHICTE PO3PAXYHKY BEJIUMUMHU PUBUKY Ie, OLJIBIIIOI0
Mipoio, i MopaJbHO-eTHMYHa IIpobJjieMa, IO HaKJIagae Ha JiKapsd
BeJINKY IIpodeciiiHy I MopaJbHY BiAIIOBiIaJbHICTh 3a BUKOHAHHS
I[LOT'O eTalry KOHCYJIbTyBaHHA. Halre HaceseHHA moOpe 00isHaAHO, IO
CIIaJIKOBI 3aXBOPIOBAHHS BUHUKAIOTH BHACJILOK PeNpOAYKTHUBHUX
IIPOIECIB Ta MepeaaloThbCsa HACTYIIHUM IIOKOJiHHAM.

Ik 1mpaBmJ0O, MOHOTeHHI B3aXBOPIOBAHHS MAalOTh CHagKOBE
IMOXOM)KEeHHs, 3aBHaHHA JiKaps-reHeTHKa — IIe BCTAHOBJIEHHSA
IIPaBUJBLHOTO [OiarHO3y 1 peKypeHTHoro puauKy. IHdopmaliio mpo
FeHeTUYHUN PUBUK CJIiJ IMOBIIOMJIATH IIAIlI€EHTOBL YV TepMiHax, AKi €
3pOo3yMijIuMu OJs HbBOro. BimomocTi mpo BiporigHicTs TOro, mio 3,0-
4,0% pgiTteii (PpeHOTHUIHMUYHO HOPMAJbHMX OaTbKiB MOMKYTH MAaTH
YPOI:KeHi Baau, TeHETUYHI 3aXBOPIOBaHHSA, BCE IIe AOII1JIBHO JeTaJIbHO
moBectu npo OarbkiB. Ilopanx i3 mmM, DOTPiOHO peTeIbHO HMOACHUTH
TATap TeHEeTUYHOrO0  3aXBOPIOBAHHS, IIPOTHO3YBATU  IIepedir
3aXBOPIOBaHHS, fAK  INIBUAKO  PO3BUBAETHCA  JeKOMIIEHCAI[ld
3aXBOPIOBAHHS, TOMY IO, HAa JKaJjb, OLIBIIICTL TeHETHUYHUX
3aXBOPIOBAHbL ACOI[IIOIOTHCA 3 IIOPYINEHHSIMM IIOBEIiHKN, PO3YMOBUX
3miOHOCTEell Ta 3aBepIIYEThCS PO3YMOBOIO BiacraJicTio. locuTh He
BTIIITHO BUIJVISZA€ TaKTHKa JIIKyYyBaHHSA, OCKiJIbKHU, AJs OiJIbIIOCTi 3
X 3aXBOPIOBaHb, HE ICHY€ IMIEPEeKOHJHMBUX 3aCO00iB m0O30yTHCS
HeraTUBHUX HacJigkiB marojorii. Toxk, BHUHHKae HacTyIIHa
ImpoobJjema:

Ax O0ymu 3 HeBUNIKOBHUMU 3AXB0PHWBAHHAMU, AKI MOMYMDb
diazHocmysamucs zeHemuiHuUMU memooamu?

darasbHe 3aKiHUEHHSA 3aXBOPIOBAHHA y PaAHHbBOMY AUTAYOMY
BiIll — Ile MEHIII eMOIliliHe HaBaHTaKeHHSA Ha POAUHY, HIMK TOTJIAL
BIIPOJIOBK BCHOTO JKHTTA 3a iHBaJiIOM i3 XPOHIUHMM Iepedirom.
3a3Buuai, BCTAHOBJIEHHS JiarHo3y CIaJKOBOI IaToJIOTii 3BYyUHTH SAK
BUPOK. JIfoquHa Mae nmpaBo 3HaATU IIPO Te, II10 11 OUiKye, ajie BOHA Mae€
Take K IIpaBO — BIIMOBHUTHCS BiJ IIHOT0 3HAHHSA, OCKLIBKM, V

133 (Konkle B. K., Huston H., Fletcher S. N., 2017).
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cyyacHMX yMOBax He iCHye HaIiMHMX METOHiB JiKyBaHHSA, aJje, €
JIHIIIEe CIOCTepe:KeHHs 3a IMUMUN XBopuMHu. ToK, JiKap MoKe JHuIlle
3aIIPOIIOHYBATH 3aXOJH1 COIliaJbHOI amamnTallii.

Y 1poMy KOHTEKCTi, OCOOJHMBO BayKKi IIpobdJeMu MOPaJbHO-
€eTUYHOI0 IIOPAAKY MOOBOAUTHLCSA BUPIIIyBaTH Te€HETHKOBLI came Ha
3aKJIIOUHOMY eTali KOHCYJbBTYBAaHHS CTOCOBHO PEIPOAYKTHUBHUX
Imopas 1 BOHM TIIOBMHHI OyTM [JOBeJeHi JO pPOAMHHU, IIIO
KOHCYJbTyeThbCcsA134, Ilicaa BuU3HAUEHHS PEKYPEHTHOTO PUSUKY
cimeiiHa mapa, ssKa KOHCYJIbTYEThCA, X0Ue BUBHAUNTUCS, YU JOI[LIBLHO
it mMatu B ManOyTHbOMY pmiTeii. Binmbmiicts mnpodgecioHasriB, AKi
3aJIyUyeHi [0 TeHEeTHYHOTO0 KOHCYJbTYBaHHs, BIIeBHEHi, IO IIpH
IIPaBUJIBHOMY JOBeleHHI iH(popMaIlil 3 HOJACHEHHAM MeIWUYHUX Ta
CoIliaJIbHMX HACJIAKIB, AK1 CTAIOTh 3PO3YMLJINMU AJIA YJIeHIB POAVHMU,
€ 3aIIOPYKOI0 BUBAKEHOI'0 PillIeHHA 3 O0OKY KOHCYJIbTYIOUMNX.

Bigrax, 3 ypaxyBaHHAM cleln(iKu CIIaIKOBOI IIaToJorii Ha
JiKapsda-TeHeTHKa MNOKJAJacThCA BeJImKa SK IIpodecioHalbHa, Tak i
MoOpaJibHa BIAIIOBITAJIBHICTS.

3azHaumMo, 10 y cT. 12 «KouBeniIili npo 3axmucT mmpas i rigHocri
JIOAVHYW Ta OioMeguIIMHY B 3B’A3KY 3 3aCTOCYBAHHAM JOCATHEHb
Oiosorii Ta wMemunmuHuH: KoHBeHIis 1mpo mpaBa JOAUHU i
OiomemuIIHM » 135 HATOJIOIIIYETHCA IIPO TaKe:

IIPOTHOCTUYHI TeCTHM Ha HAaABHICTHL IeHETUYHOI'0 3aXBOPIOBAHHS
ab0 CXMJBLHOCTLI JO TOro UM 1HIIIOTO 3aXBOPIOBAHHA MOMKYTh
IIPOBOAUTHUCS JIHUIIE 3 MEIUYHOI0O MEeTOI0 abo 3aaJsa I[ijield MeguuHOI
HayKU, 3a YMOBH BiJIIOBigHOI KOHCYyJbTAIlil creIiaJjicTa-reHeTuKa.

Ilicaa mpoBemeHHS FeHETUYHOIO OOCTEeKeHHs HACTYIIHUM eTalloM
MeINKO-TeHETUYHOI0 KOHCYJbTYBaHHA € HeoOxionicmv OoHecmu
2eHemuyuny iH@opmauito 0o awdeil, AKi KOHCYAbMYymbCs.

Y 1minn cumryamii BUHHUKAE BiKe, II€BHOIO MipO0, MOPaJbHUN
KOH(JIIKT, ajKe, JiKap-TeHeTUK IIOBUHEH IIOBiJOMUNTHU IIaIli€eHTOBi
IIPO  MOMKJIMBICTL BaKKOIO 3aXBOPIOBAHHS Ta  BCTAHOBUTHU
BiTHOINIEHHA JIIOAWMHU A0 Iiei indopmarii — 3HaTtm abo He 3HATU
BiZJOMOCTi IIPO CTaH CBOI'O 3J0POB s, AiarHo3 XBOPOOM 1 MOMKJIMBI
Hacainku. KoskHa JoAMHA Mae ¢BOI IICUXOJIOTiUuHI 0COOJIMBOCTL Ta He
3aB)KOM MOKe BIIOpaTHUCA 3 OTPUMAaHHAM 3arpos3JjinBoi iH(popwMmaririi,
(POpPMYETHCA TAKKA IICUXOJIOTiUHA TpaBMa, YCKJIATHAIOTHCSI eMOI1MHL
CTOCYHKH B cim’i.

134 (Kovalyova O. Medical Ethics, 2001; 68-83).
135 (OB’emo, 1997 p.)
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Bce 1e Bumarae Bijg JIiKapsgs BHCOKOIO PiBHS KOMYHiIKATHBHUX
34i0HOCTEeH, 3JAaTHOCTiL A0 00epPesKHOI0 IICHXOJIOTIUHOTO HOBOMKEHHS
3 OTJISIY Ha CTYIIIHbB OCBiUeHOCTI mallieHTa, foro coljiaJbHHUM CcTaTyC,
OaskaHHsA Ta IOTOBHOCTI cmpuiimatu iHgopmarliro. Tomy, icHye Take
IIepeKOHAaHHA, IO AeAKUM XBOPHUM JiKap IIOBUHEH AOHECTU IIOBHY
iropmairiro, 3a yMOBH, III0 BiH BiKe OyB KOJuCh iH(popMOBaHUII IIPO
MOJKJINBI HacHigkm. IHIII TreHeTHMKH MOOTPUMYIOTHCS IYMKMU, II[O
MMoAaHHA iH(GopMAaIili AJsa MmaljieHTa, CIoYaTKy, He IIOBHO PO3KPUBAaE
CyTTEBY T1pobjeMy, a, y MOJAJBIIOMY, MJOIOBHIOIOTHCS Ta
PO3HINPIOIOTHLCS BiJOMOCTi CTOCOBHO HiarHosy.

CkynamgHa curyalisg BHUHUKA€E IIPU BUABJIEHHI TI'e€HETUYHOIO
3aXBOPIOBAHHS, IO MOXKe BUSABUTHUCA TAXKKUM TATapeM OJd IIallieHTa
1 ¥Moro poAuMHH, a, y [deAKMX BHIaJKaX, CTaTU OCHOBOIO IXHBOI
comiasmbHOl aAucKpuMinanii. Jlikapio-reHeTHKy HeOOXigHO maBaTu
BiIIOBiAl Ha uYuMceJbHI 3alMTaHHA UYJEHIB poAMHU. SIKIMO IIig uyac
CIILIKYBaHHA JiKapsa 3 YJeHaMH POAWMHN BUHUKAIOTh IUCKYCiliHI
IIUTaHHSA, TO  MOOI[LIBHO IIPOBECTH IIOBTOPHI  CIILJIKyBaHHA.
BsaemoBimHocuHU npodecioHasa Ta mallieHTa MaloTh PidHi BapiaHTH,
IITO0 ITOTPedye HAYKOBOIO i 00’eKTUBHO-BapiaTuBHOro migxony. Takum
4YUHOM, KOHCYJbTaTUBHA Micisa JiKapa € HaJA3BUYANHO
BiIIIOBigaJIbHOIO, AKAa, BiATak, moTpedye BUCOKOro npodecioHaaismy.

Paszom i3 Tum, Ha 1bOMY eTaIlli, e(peKTUBHICTh KOHCYJbTYBaHHS,
faraTto y YoMy, BU3HAUAETLCA IICUXOJIOTIUHMM KOHTAKTOM JiKapsd i3
MmarjieHTaMu, IO KOHCYJBTYIOThCSA, CTYIeHeM OOBipu 10 JiKaps 3
OOKYy pPOAWMHN, YMIHHAM KOHCYJBbTAHTA IIOACHUTH 3MiCT IIPOTHOS3Y.
IaguBigyanpHiCcTh, migxomy JiKaps, y IIbOMY BUHOAAKy, OOJIIK
COIIiaJILHOTO IIOXOJKEeHHSI, CTYIIeHs OCBiYeHOCTi, ICHUXOJOIiYHOTO
HaCTpPOIO IIAIliEHTIB — € AysKe BaKJIMBOIO iH(popmailliero. Meauune
KOHCYJIbTYBaHHs, OaratTo y 4omMy, BTpadae MeIWYHUI 3MicT, cTae,
BJacHe KayKyul, COIiaJbHOIO MifAJIbHicTIO. ¥ il NIJOomIMHI, came
JiKap KoOHcCyJbTallil BucTymae OLJbIIe SK IICMXOJIOT, COIiaJbHUMI
IIpaiBHUK, TYT, IOBHOIO MipOI0, IIPOABJAIOTECSA MOTr0 I'POMaIsSHCHKI
SAKOCTI.

IIpaBoBe 1OJIOMKEHHA IIPO OTPHUMAaHHA iH(opMmallii mpo cTaH
3I0POB’s JIOAMHMN HaBeldeHO vV « KoHBeHIIil mpo 3axucT mpas i rigHoCTi
JIOAUHN Ta OioMemIuIuHy B 3B 3Ky 3 3aCTOCYBAHHSM HOOCSATHEHD
Oiosorii Ta wMemummmHHM: KoHBeHIis mpo mpaBa JIOIUHKA i
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oiomemunuum» 136, Cr. 10 KouBennii «IIpuBaTHe KUTTsS Ta IpaBo Ha
iH(pbopMaIlifo» MICTHUTHh TaKi MOJIOKEHHA: KOXKHA JIOAMHA Ma€ IpPaBoO
Ha IOBa*KaHHSA CBOrO IIPUBATHOTO JKHUTTSA, B TOMY YMCJIi, i TOTO, IO
CTOCYEThCA BimomocTeii mpo ii 3zopoB’sa. KoxkHa JsrogumHa mMae IIpaBo
os3HaiiomMuTuca 3 OyAb AKOIO 3i0paHo0 iH(pOpPMAaIli€l0 TIPO CBOE
3I0POB’ .

3ayBaKMMO 1 Te, II[0 B OCTaHHI POKM y CIIeIliaJbHIiN JiTepaTypu
IMIPOKO OOTOBOPIOIOTLCS  IPOOJeMHU, SKi IIPUCBAYEHI eTuIli
FeHeTUYHOI0 KOHCYJbTyBaHHs. Tak, y rajaysi Megu4YHOI T'€HeTHUKU €
TaKOXK IHpodJeMHu, AKi mocuTh coemudiumi came mgd Iiei raiaysi
HAYKM, 1 IIOSICHEHHS IILOTO IIOJIOKEHHS JICKUTh V ILJIOMIMHI
XapaKTepy eTioJjiorii 3axBOpIOBaHb. BayKJauBUM € TOU (PaKT, IO AJA
IIeBHUX CIIQAKOBUX XBOpoO, a came xBopobu I'enrimrrona, Imie Ha
cramil  BiICYTHOCTI  KJIHIYHMX  IIPOABIB  ICHYIOTH  METOAU
IIPEeCUMIITOMHOTO TeHEeTUYHOT'O TeCTyBaHH, AKi HaJTaoTh
MOJKJIMBIiCTL oco0aM BUB3HAUUTH PU3UK-cTaTyc. IIpuKaamoM IIbOTro
HaAIPAMKY € T'eHeTHYHe TeCTyBaHHs xBopobu I'eHTiHrTOHA, 3aBIAKU
TOMY, III0 B HAIll Yac JOCJHITHUKHN CIIPOMOKHI BUABJIATH MYTaHTHUN
reH, AKUU MIiCTHUTLCA Ha KOPOTKOMY Iijaeui 4-oi xpomocomu. Tarum
YMHOM, € MOJXKJMNBICTh IIPOTHO3YBATM IIOABY KJIHIYHUX O3HaK
XBOPOOM y KOHKPETHOI 0co01 B Mali0yTHHOMY.

Y BiATOBIZHOCTI OO0 HAYKOBOI'O IIPOTOKOJY Ta pPeKoOMeHIallill,
PO3pO0JIEHNX TOBAPMCTBOM i3 BUMBUYEHHs XxXBopoOu I'eHTiHrTOHa B
CIIA, wmisxkHapommoi acoiiamii Ta cBiTOBOI (epeparili HeBpoJOTil
reHeTHYHe TeCTYBAaHHSA IIPOIIOHYETHCSA B TAKUX CUTYAaIlisIX: aHOHIMHE
TeCTyBaHHSA, TecTyBaHHA oci6 3 25,0% puamxkoM 3aXBOPIOBAHHA Ta
TeCTyBaHHA o0ci0 i3 pigkicummm  3axsBoproBaHHamuld’, s
IMiABUIIIeHHS e(PeKTUBHOCTLI I'eHETUYHOT'0 TECTYBaHHS OO IIPOTOKOJY
BKJIIDUEHO TaKOX HEeBPOJIOTiUHe 1 IICHUXOJIOTiuHe-IIcUXiaTpudyHe
o0CTe)KeHHsA 3 YypaxyBaHHAM jempecii Ta 30ym:KeHHS, AKi €
MIpeIUuKTOPaMM IIOPYHIeHb IICHUXOJOTiuHOTro crartycy. Tox, mAjad
JiKapiB Taka MEeTOJOJIOTifA CTBOPIOE mepcoHidikKoBaHMiI Imigxim mo
IalieHTiB. ¥ TOH ke uac, HeoOXimHO moBasKaTH i OasKaHHSA JIOAWHU
He OyTHu IIPOoiH(pOPMOBAHOIO CTOCOBHO I'€HETUUYHUX JAHUX.

Hunema «npaséo sHamu abo He 3HaMU» TeHETUYHY iHGOpMAILiio
Ha0yBa€ aKTYyaJIbHOCTL B OCTaHHiI POKU Yy 3B’SA3KY 3 IIOSIBOI0O HOBUX
TeXHOJIOTiH, AKi HaJaloTh 3MOT'y 3HAXOAUTH IIPOOAHIIB 3a HOCIMICTBOM

136 (OB’emo, 1975 pik).
137 (Quaid K. A., 2017).
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aHOMAaJbHOIO TeHa, BUBUYAIOTHL TIeHOM abo exom JrogmHm. Ilik
TeMaTHuIll IIOCBAYEHa OIJIgJoBa CTaTTA Cleriajdicrta 3 IEeHTPY
MeanuHOlI reHeTuKHu yHiBepcuretry Ociio, HopBerisa, B AKiit 0a3youuch
Ha IIPUHIMIIAX aBTOHOMil, IPMBATHOCTi, 3 HOTJIIAOM Ha MaulOyTHE —
IMOAaI0ThCA apryMeHTH 3a (pro) Ta mpotum (con) iHopMyBaHHSA OCiO,
II[0 IIPOMIILIN reHeTuuHe TecTyBaHHa138, B myb6uikarii Robins Wahlin
TB HaBemeui npurjgazu BigmosBu wmaiixke 80,0% oci6 Bix
O3HAMOMJIEHHSA 3 pe3yJbTaTaMH TeCcTyBaHHS Ha HOCilicTBa TeHa
leurinrrona Ha monyiadAmniiiHomy piBuil3d, IToscHeHHs IBOro (paxKTy
JIEKUTH, OLJBIIIOI0 MipOI0, V IJIOIMHI ICHUXOJIOTiUHMX mpobjseM, AKi
BUHUKAIOTh Y OCi0 IMpu NPUUHATTI PilllIeHHA CTOCOBHO MPOXOIKEeHHS
TOCJTimKeHHsI Ha HociiicTBo xBopobu I'eHrimrroma. TobTo, mempecisa
abo 30ymKeHHs, eMOIIMHHI AucCTpec, BTpaTa HaAil, TeHIeHIil K
cyinuny, comianabHa aucPyHKIig. OOMH i3 TOJIOBHUX apryMeHTiB
IIpaBa caMe He 3HaTH TeHEeTWUYHY iH(opMmallilo — Ie yTHUJiTapHUM
0asuc yHUKHEHHS INKOAM. 3 I[bOro, JIOAWHA HAIoJIsArae OyTm He
o0izHaHOIO 3 MmpaBAMBOIO iH(popMaIlieo, 1100 30epertu CBiit
IMICUXOJIOTIUHUNA CcIoKifi. [jisg ycyHeHHsS HuxX poadiskHOCTe:l i
IIPOIIOHYETLCSA MPOBOAUTH CIILJIKYBAaHHSA 3 NOTEHIIIMHNMY HallieHTaMu
JUIIe BICOKO-KBaJi(hiKOBaHUM crelriajgicram Ha nigcrasi
IIPOTOKOJIIB, 3 O0OOB’A3KOBMM HaJaHHAM aJeKBaTHOI iHdopmarii —
ILJISI TOTO, IITO0 TOM, XTO KOHCYJIBTYEThCS, 3BAKEHO IPUNHAB PillleHHs
CTOCOBHO CBO€I ydacTi y JOCTi:KeHHi, TeCTyBaHHi TOIIO.

IIpore, 3 Toukm 30py (paxiBmiB — TO cJuaimg OyTwm HAA3BUUANHO
o0epe)KHUM IIpM HAJaHHI HTaIllieHTy, IIeBHMM pPiBHEM, 3arpo3JIMBOI
reseTudHol iHQopmarii. I, el migxis 3HAXOAUTHL CBOE MOSICHEHHS Y
CTPiIMKOMY PO3BUTKY IeHEeTHKH, IIOSIBI HOBUX TEXHOJIOTiM, pas3oMm i3
TUM, 3TiJHO PEeKOMEeHIAIllAM aMepHuKaHCbKOI'O0 KOJeIKy MeIuYHOl
FeHeTHUKU Ta TeHOMiKHM IIOTPiOHI momasbIIi CHCTEeMHi MOCJimKeHHs
3aJJ1s1 BUBHAUEHOCTi reHeTUYHUX Bapialliii, ToK, Ha JIiKapsa-reHeTukKa
IOKJAZAEThCSI BeJMKa BiAmoBigaJabHICTR B BH3HAUEHHI THUX
iHpopMaTUBHUX MeXK, AKi HOBMHHI OyTH MOCTYHOHI HmamieHTy, KU
KOHCYJIBTYETBCS.

3 oraany Ha O0cCOo0JMBICTH CIAQAKOBOI maTojiorii, fAK IIpu
oOcTekeHHI 1mpoOaHma, Tak 1 npu BuOOpPI MmOJAJBIINOI TaKTHUKM
CIIOCTEepPEe)KEeHHs, JIiKap-TeHeTHK I[IOBMHEH BUpilimyBaTu 0Oararo
eTUYHUX Ta IPaBOBUX IIHTAaHL B CUCTEMi 0i0eTUKU y 3B’A3KY 3 THUM,

138 (Hofmann B., 2016).
139 (Robins Wahlin T. B., 2007).
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IIT0 T€eHEeTUYHI XBOPOOM yCIaAKOBYIOTHCS, HAKONUUYYIOTHCSA y II€BHUX
poruHax. Tomy, KOHKpeTHa XBopoOa HOCUTh He  JIHIIIe
iHguBigyanbHMil, aJje ¢ ciMelHHUN XxapakTep — BigTak, [mOO
IOCJiI)KeHHsI MOBUHHI OyTH 3aJydyeHi BCi HJOCTYIIHI YJeHU POAUHU. 3
METOI JOIIOMOTHM KOHKPEeTHii o0co0i abdo moApy:K:KI0, TeHEeTUK
IIOBMHEH OTpuUMAaTH iH(oOpMAallilo MO0 COMATHUYHNX Ta IICUXIUYHUX
3aXBOPIOBAHb Yycix wieHiB cim’i. A, me mnorpedbye He TiJIbKU
o0cTeKeHHsA IIpobaHma, ajie M Horo poauyiB.

Baxa1uBUM € TaKOK peTejibHE BUBUEHHS i JeTaJisallida ciMmeitHOTo
aHaMHe3y, (peHOTUNY POAWYiB, AJA YOrO CJIiJI 3ampoIlryBaTH IX Ha
obcTexxkeHHA. A, y pasi BiACyTHOCTI [mocCTymy, 3HalOMCTBO 3
«ciMmeriHUM ajgpboMoM». HeoOXimHMMH TaKOMK € BiIOMOCTI IIpPO
0aTbKiB, HaBiTh, MOMKJIMBE IX CHOpPigHEHHS, IO, BiJloMO, He €
XapaKTepHUM [IJs HAIIOro periony, HaABHICTH mAiTei, cTaH Ix
3I0POB’sA, BUIIAJKU MEPTBOHAPOIKEHHA, BUKUAHI Tomto. Kiacuunum
METOJOM BCTAHOBJIEHHS TI€HETHYHOI'O0 XapaKTepy B3aXxBOPIOBAHHSA €
reHeaJIOTIYHUM i3 CKJagaHHAM pojaoBoay. Pasom i3 Tum, y mmpoiieci
oTpuMaHHs iH(popmarii BuHHMKae 0e3Jiu eTmuHUX OUTaHb. Ile
OB’ A3aHO 3 TUM, II[0 YV BUIIAJKy BCTAaHOBJIEHHSA, Y KOHKPETHOI 0co0H,
CIIAJKOBOIO XapaKTepy XBOpoOU B ciM’I BUHMKAE CKJIAJHA MOPAJIbHO-
IICUXOJIOTiuHA CUTyallisd.

Pazom i3 TuM, Ha BiAMIHY BiJ (poKyCcy Ha OKPeMOro XBOPOIO,
reHeTHYHe TeCTyBaHHA II0Tpedye KoHcoJimallii Bciei pomaumHH Ta
eTUYHY IIIATOTOBKY. YJIeHu POAuHU, B AKIN € JIOAMHa, dKa XBopa Ha
reHeTUYHe 3aXBOPIOBAHHSA, IHKOJIN, BiIMOBJIAIOTLCSA BijJ CIIeI[iaJbHOT'O
o0OCTeKeHHs, HAaAalOTh IIlepeBary BiCyTHOCTiI 00i3HAHOCTi, HIiXK
OUiKyBaHHA OOOB’A3KOBOI MOABU TAMKKOIO 3aXBOPIOBAHHS B
MmaioyTHhOMY. Ilpu cmocrepe:xenui 3a 150 Twmc. oci6 i3 xBopoOOIO
I'enTinrroma, Ha mparxkTtuii, jgume 200 ganm 3roagy Ha IPOBEIeHHS
JiarHOCTHYHOI IIpoleAypm — CeKBeHyBaHHs exoma, a, 1HIIi
BiIMOBMJINCS BiJ 00CTe)KeHHSA Ha HAABHICTh 3aXBOPIOBAHHS, OJsd
SIKOr'0, HAXKaJb, BiICYyTHI MeToAM JiKyBaHHs140,

Tax, 30KpeMa, 3a pe3yJibTaTaMHU JIOCJiIMKeHHs, AKe IIPOBeeHe Yy
CIIIA, cepen xBopux Ha xBopoOy I'ermTiHrrona, ImokKasaHO BiKOBi
BiAMiHHOCTI y  MOTHBAIIIl 4YJeHIB cimMell 10 IIPOBeIeHHSA
IIPECUMITOMHOIO TeHeTHUYHOro TtectyBauual4l, OcKijgbKM, OLIbIII
MOJIOZ1 0oco0m, uUacTilme Hi)K cTapili, XOTijiu BU3HAUUTH, YU OyHe y

140 (Shahmirzadi L., Chao E. C., Palmaer E. et al., 2014).
141 (Holman M. A., Quillin J. York T. P. et al., 2018).
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HUX Y MalilOyTHBOMY 3aXBOPIOBAHHSA ab0 K — KNI MOMKJINBO 3POOUTH
BuOip BigmoBimHO mo ocBiTu Ta kKap’epu. TaxkmMm umHOM, ocobu, SAKi
BXOJATHL OO TPYHHU IIOTEHIIMHOrO PUBUKY PO3BUTKY T'€HETHUYHOTO
3aXBOPIOBaHHS, 0aKalOTh BU3HAUUTH HE JINIEe MWMOBIpPHICTH OyTu
3IOPOBUM YN XBOPMM, aJjie U IIJIaHW Ha CBOE MOOJAJbIINE KUTTA y
Mal0OyTHBOMY, TOOTO, MOJKJINBICTH CTBOPIOBATH CiM’I0, MaTu
HaIllagKiB, oTpuMaTu IIpodecito Ta peaJisalrizo cebe y cOIiaJbHOMY
acuekxri. I, 3azHaunMo 3 1IBOT0, IA IIPoOJEMa € AYyKe aKTyaJIbHOIO,
TOMY, PEKOMEHAYETHLCA IIPOBOAUTU TeHEeTUUYHe [OCHigKeHHSA B
ONTHUMAaJIbHUM IIepiof: IIepe] CTBOPEeHHAM POAWHU, IIPU ILJIaHYBaHHI
BariTHOCTLI a, Ile MNPaKTUKYEThCA B OeAKMX Kpaimax. IIpore,
IOIILIIO0HE MeIMKO-TeHeTHYHe KOHCYJIbTYBAaHHS B HAMIill KpaiHi He
Ha0yJIo IIle peaJbHOTO KJIHIYHOIO 3HAaUeHHA i TiJIBKM HasSBHICTL B
ciM’i XBOpPOTro 3 IeHEeTHUYHOIO IIATOJIOTi€I0 CIIOHYKAE OKPEeMUX JIOoHei
3BEpPTATUCA OO0 JiKapsA-TeHeTHKa 3a KOHCYJbTAaTUBHOIO IIOPAaJIol0.

IomiIbHUM BBaKaeMO 3BEPHYTH yBary i Ha TaKe JIHUCKYyciliHe
NMIUTaHHA, AKe BUHUKAE CTOCOBHO iHQopMallii, oaep:KaHOl JiKapeMm
mpu oOcTeskeHHiI mpobOanzga. IliakoM JIOTiuHO BUHMKAE HACTYIHE
MMUTAHHSI:

Komy mae oymu docmynHa usa ingopmauyis, miavku npodbaHdy yu
makox poouuam, a came AKuUM poouuam?

A, 3 Ub0ozo: yu nosuHHa O6ymu meduyHa iH@popmauyis docmynHa
yneHam pooduHu nauienma, adxe, uyi O0aHi MoHYmMbL MamMu
Had3suyailHe il 8a)ciuBe 3HAYeHHA MAKON 015 IXHb020 300p08's ma
oazononyuyus pionux?

Cnig s3BaskaTu i Te, IO CIaAKOBa XBOpoOa, SAK IPaBUJIO, €
XBOpo0OOIO BCi€l pPOAMHU i, TOMY, BUHUKAE IUCKYCif, AKUM YNHOM
KOH(pimeHIiAHICTh MOBUHHA OyTH 3aJisgHa II0 BiJHOIIIEHHIO A0 iHIIIMX
uneHiBl42, Tax, posriaamaeTscs, 3a3BUUYali, 4YOTUPU BapiaHTH
HECIIPOMOXKHOCTI Ilepeaaui reHeTHYHOl iHGopMaIlil Ipu CIiJIKyBaHHI
3 WwIeHaMu poauHMu: 1) Koy malieHT ynepeasKeHo BiIMOBIISIETHCS Bif
HaJaHHA iH(opmMaIllii poamuyaM CTOCOBHO MHOro XBOpoOm 2) KOJIN
MMaI[iEHT IIPOCTO, 3 THUX UM 1HIIMX MipKyBaHb, He CIIOBiIl[a€e UJIeHiB
MO0 POAUMHU II[OJ0 TreHeTnYHOl iH(popMmallii, Aka iMm moTpibHA 3) KOJIK
IMaIieHT, BpasKeHui CBOIM JiarHo3oM, aJjie He BBasKae 3a HeoOXimHe
ninurtucd muM (ParKTOM i3 iHIMIMMU poamuaMu 4) KOJIu MaIlieHT He
BIEeBHEHUH, IO Iicjd HaJaHHA iHGopMmaIllii cTocOBHO CBOEi XBOpoOu,

142 (Parker M., Lucassen A., 2018).
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BiH oTpmMae IMiATPUMKY ab00, HaBIIaK1, BTPATUTh KOHTAKT i3 UJIeHaMU
POIUHIU.

BBakaeTbcsa, 110 mamieHT IIOBMHEH caM BUPIiIllyBaTH, KOMY BiH
b0axkae moHecTHm iH(opMaIlilo IIPO CBOE 3axXBOpIOBaHHs. Be3dymoBHO,
olHe 3 HAMOIJBII 0OJIOUMX MNHUTAHb Y I'€HETUYHiIN KOHCYJbTaTHUBHIiN
NpaKTUIl — Yy AKiiA (opMi KOHCYJbBTAHT TIOBMHEH JIOINOMOITH,
CIIOHYKATH Ta IIepeKOHATM MallieHTa HaJaTH CBOI IIepcoOHaJbHI JaHi
IIPO TeHEeTUUYHY XBOPOOY uJieHaM POAUHU i OJM3bKUM JIOAaM143?

IloBigomaenHa malmieHTOM MeaAMUHOI iH(opMaIlil CTOCOBHO CBOTO
FeHeTUYHOI'0 3aXBOPIOBAHHA POAMUYAM BBaKAEThCA apryMeHTOBAHUM
i3 mexkinpbkox mpmumH. SIKIMO ocoba Mae CIaIKOBY CXUJILHICTH OO
OHKOJIOTIUHMX 3axXBOpPIOBaHb ab0 KapAiaJbHOI IIaToJjorii ToIio, He
ypasKeHi poamuyi, ajle 3 BHCOKOIO BipOTiAHICTIO 3aXBOPiTU, MOMKYTb
3amo0irTy paHHLOMY IIOUYATKY KJIHIYHMX IIPOSABIB 3a JOIIOMOTOIO
NpoiIaKTUUYHUX  BTPy4YaHb, B3MEHIIIEHHIO (aKTOPiB pPUIUKY,
ITPOBEAEHHIO OOCTEeXKeHHS JJIA IOINIYKY «HiMHX» CHMIITOMIiB.

Ilo IbOT0 K, POANYI TAKOXK IMTOBUHHI OyTH 00idHaHi PO HAABHICTH
B POANHI HelipoaereHepaTHBHOI MaTOJIOTII 3 BiICTPOUEHUM IIOUATKOM
KJiHIiYHMX OPOABiB, 30KpeMa, om0 xBopobu I'enrinrrona. Ilpm min
IIaToJIOTil, HaBIIaKM, KOMYHiKaIlid 3 4ileHaMMu POAMHU OYIYETHCS Ha
BU3HAUEHHI TOTo, IO IPM TakKiii xBopobOi poamui maIjieHTa MaooTh
IIaHc 3axBopitu. I, BigTaK, Mae Micie Iie i BiACYTHICTH JIIKYBaHHSA,
IO BUIJIAAAE€ AK 0e3riysfa CHuTyallisg, SAKY HEeMOKJMBO 3MiHUTH.
l'eHeTUK-KOHCYJIbTAHT MOJKe PO3MiIpKOBYBaTH, II0 MIJA HaJaHHA
reHeTUYHOI iH(popMaIlii ujgeHaM POAWMHU HOTPiOHO IIOYEeKaTH, Ie He
CJYIIIHA Haroja, moTpidHo 3HAWTH 3PYUYHUN Uac.

Y mifi miromiuHi HeoOXiZHO 3BEpPHYTHCSA OO HACTYIIHOTO HOCBimy:
griggo  myoOJaikamii mocaigamkiB Clarke A. J., Wallgren-
Pettersson C., ciixg Bu3HaTHM IIPO IiCHYBAHHSA MOMKJIMBOCTI OJsd
reHeTUKa-KOHCYJbTaHTa, 0 CHIJIKYBAaHHSA 3 POAMHOIO, HaJaJi, TaKu
MOKe 3’ SABUTHCSA, HAOPUKJIAL, KOJM BCi 30MpaOThLCA pasoM — Iie
PiznBo, Becinaa Ta immi coineui moxii i cBaral44. Cuig sBigsHauwnTy i
Te, IO OIIIHIIl CiMelHMX B3a€MOBIJHOCUH IIPU CIILJIKYBaHHI B poAMHAX
i3 HaABHICTIO 0CO0M 3 BUCOKUM PU3UKOM IeHEeTHYHOT'O 3aXBOPIOBAHHS
MPUIIIAEThCA HEIOCTAaTHBO YyBaru. A, POIKPUTTA Te€HETUUYHOI
ingopmailrii — 1me AysKe BigmoBiZaJIbHUM KPOK, OCOOJMBO, SKIIO IIe
CTOCYETHCSA MalOYTHLOTO OAPY:KEHHS UM iHIITUX MOMiiA.

143 (Clarke A. J., Wallgren-Pettersson C., 2019).
144 (Clarke A. J., Wallgren-Pettersson C., 2019).

-126-



Posain il
bioetnka B cuctemMi MEANYHOT rEHEeTUKN

Tax, soxkpema, Keenan F. K., Simpson S. A., Miedzybrodzka Z.,
IIPOBEJIM TEMATUUYHUWN aHaJi3 AMHAMIKM CiMeMHUX BITHOCWH MHiCJd
IIPOBeeHHA T€HEeTUUYHOTO0 TeCTYBaHHSA Ha HOCIMCTBO reHa XBOpPoOOU
I'enTiHrroma Ta  BIJHOIIIEHHSA  HOapTHEPIB A0 T'€HETHUYHOTO
TecTyBaHHA45, ["'o10BHA TeMa cToCcyBaJjiach caMe IIOIVIAMIB HOAPYIKIKS
Ha PU3HK IIhOTO0 B3aXBOPIOBAaHHSA Ta BigAHOCMH B poauHi. DByJo
BUABJIEHO YOTUPM TUNU PO3KPUTTSA iH(Mopmalili mnpo BiamoBigHE
3axBOpIOBaHHSA. A, came:

1) cimeiina TaeMHUILA;

2) HACTOpPOKyBaTH, ajie He PO3Ka3yBaTu;

3) 3HATH i ImepeadaumnTH;

4) irHOpyBaTH B POJWHI.

Tak, 30Kpema, aHaJi3 TOro, AKMM UYMHOM OAMH 13 IOAPYKKSA
pearye Ha MOOBIIOMJIEHHS IIPO PU3UK 3aXBOPIOBAaHHA MapTHepa, i
BimoOpaskae molepemHi Ta ManOyTHI B3aeMOBigHOCMHM i, BigTak, i
cTparerito mnoemHaHHs. IIpakTmuHi ¥ eTHYHI peKoMeHallil 3a
pesyJibTaTaMM IILOTO MOOCJiM)KeHHS, CIPSIMOBaHI Ha HeEOOXigHICTH
ypaxyBaHHA aTMocepu B POAMHI XBOPOro 3alJid BCTAaHOBJIEHHS
¢dopMu 1 TepMmiHIB JOHEeCeHHA KOHCYJbTAHTOM iH(popmallii mpo cyTh
Ta mepebir xBopobu, 3okpema, I'erriarrona. OTike, OyJI0O IpoBedeHO
TOCJTiIKEeHHs, 0 IKOTO0 3ajJydeHo 18 map, 1o Npoiuiau o0CTeKeHHs
i, came, JKiHKa BuUABMJIACH HocieM reHy XxBopobu I'enTiHrroma 0e3
KIiHiuEnx cuMmnTomiBl46, Mera «cimMeliHOro eKciuepuMeHTy» udepes 6
MiCAIIIB IIicJs OTPMMAaHHSA MO3UTHUBHOIO pPe3yJbTaTy IoJdArajaa y
TPUBAJIOMY, IIPOTATOM 2,5 POKiB, aHaJNi3y IIOBEIiHKHN IIapTHEPIB.
ABTOpHM JOCHigKEHHS PO3IIAfan IIOJaHHsS MeZudHOol imdopmarrii,
K MOJKJUBICTHL OinbIIl TJIMOOKOTrO PO3YMiHHA IICHMXOJIOTiUHHX
HaCJIAKIB JJIA YOJIOBiKa Ta KIHKM IIOAO IIi3HAHHA 1 COPUNHATTS
«CiMeMHOI TaEMHUII1» .

3 TOYKHU 30py EeTuKH, caM eKCIIepUMeHT OajJlaHCyBaB MixK
IIOTEHI[IMHOI0O IIKOJO0I0 Ta BUIOJ0I0. YUYaCHUKU eKCIepPUMEHTY
BHCJIOBUJII CBO€ IIEPEKOHJIMBE OaKaHHS — B3HATH pPe3yJIbTaTu
IOCJiIKeHHs, ajie, IIPU CIIOCTePeKeHHi 3a mapTHepamMu, Hajgai, 0yan
BUABJIEHI 11 pyiHiBHI nmposBu. To0To, arpecisi, moBTOpHI cymiigaabHi
BUIIaAKU, (piHAHCOBL YCKJIAIHEHHS, IIOTEHI[INTHI PO3JyUeHHA TOIIIO.

ABTOpPU IAaHOIO MOCJiMKEHHS HAIOJAraloTh caMe Ha eTHYHIiN Ta
MOpaJbHIN BiANOBIIAJIBHOCTI JIIKapiB IIepe] MPOIIOHYBAHHAM JIIOIAM

145 (Keenan F. K., Simpson S. A., Miedzybrodzka Z. et al., 2013).
146 (Andersson P. L., Petersiin A., Graff C. et al., 2016).
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IIPOUTH TeHeTHYHe OoOCTeKeHHsA. Y IijoMy, aBTOpm MOHOTrpadii
HiATPUMYIOTh TakKuy migxin. OgHak, Ie TAMKKe 3aBIaHHSA, OCKIJIBKH,
IIicJisi TecTyBaHHsI, B ciM’I cTBOplOeThcA armocdepa cTpaxy,
3aHEIIOKOeHHsa Toiio. I, Bimomo, IO He BCi ciMelHlI mapu 3JaTHI
BUHECTH TsdArap HAsSBHOCTI B ciM’l JIOAMHM, XBOPOi Ha TeHETHUUYHE
daxBopioBaHHs. Toxk, 0e3BiIMOBHO, Ile IIPMU3BeJe OO B3aEMHUX
O0BUHYBaueHb y IIPUXOBAHHI «CiMeHHOI TaeMHHUIIi», KOHQJIIKTIB,
HaBiTh, pos3many cim’i. Tox, 3 BLOro, aBTOPM CTATTi IOCTABUJIM 34
MEeTy — BUBUUTH IICHUXOCOI[iaJIbHI HACJiAKM B POAMHAX XBOPHUX Ha X-
3UeIlJIeHI Ta ayTOCOMHO PeIleCUBHI XBOPOOM: M f30BOI0 IHCTPOdicio
ITiomena/ Bekkepa 1 coiHaabHOIO M s130BOI0 aTpodierol4?. o
nocJaimkenHs Oyao BKJaoueHo 112 poauuiB (baTbKiB, OpaTiB i cecTep),
garajoM, i3 52 poamH. BuBuanmm HacTynmHi (GaKTHUHI acmexkTu,
3oKpema: 00i3HAHICTH HMPO CHAAKOBICTh Ta PENPOAYKTHUBHUII PU3UK;
PU3HK CTOCOBHO MAaNOYTHIiX UYJEeHIB POAMHMN; BiAUYyTTA HPOBUHHU i
3BUHYBaueHHs; BiguyTTa cturmarmsarii. I, B3a pesyiabTaramu
CHCTEMHOTO [OOCJi’KeHHS, MAeTaJbHOro Moro ommcy # 0yJio
BCTAHOBJIEHO HACTyIIHE:

YJIeHH POAMHM 3 X-3UellJIECHMMHU 3aXBOPIOBAHHAMUN OlJIbIITe
poO3yMiJncA Ha CIAaAKOBOCTI Ta PpPenpoaAyKTUBHOMY PHU3UKY; X-
3ueIlieHi MaTepi OibII OyJaM 3aHEIOKOEHI PU3UKOM IJIs HACTYIIHOTO
IIOKOJIIHHSA, BifuyBaJX NPOBUHY 1 3BUHYBauyBajlu came cebe; X-
3UelJieHi 0aTbKM 3BHMHYBAuUyBaJu, 3a3BUUaili, MaTepiB XBOPUX IiTeii;
X-3uenJyieHi YWJIeHM POAMHHN BiguyBaJM CTHUIMAaTH3aIlijo. & IIHOTO,
aBTOPMU B3poOMJIM BHCHOBOK IIPO HEOOXigHiCTh IHpM IPOBedeHHI
reHeTUYHOTO0 KOHCYJBbTYBaHHA B poamHax i3 X- 34YeNeHUMU
3aXBOPIOBAHHAMMN  3BepTaTd yBary Ha TaKi  IICHXOJIOTiuHi
KOMIIOHEHTHU, AK IPOBMHA Ta 3BUHYBaueHH.

TakuM 4YmHOM, Y OLABII IIIMPOKOMY CeHCi, TIeHeTHYHe
3aXBOPIOBAHHA MOXKe OyTH IMiAIPYHTAM 1 [OJs IICMXOCOIIiaJIbHOI
IesajgamnTaliil Ta JUCKpUMIiHAIII He JHUIIle caMOoro XBOpPOro, a TaKoK 1
IJIs 4JeHiB ¥ioro poauuu. lIpu oTpuMaHHI IIO3UTHUBHOTO Pe3yJbTaTy
IiZITBEePAKEHHS HOcilicTBa crenudiuyHoro reHy, Ak ocoba, Tak i 4jeHu
il poauHU, MOBUHHI OTPUMYBATU IICUXOJIOTIUHY HiATPUMKY.

Tomy, ciaig opieHTyBaTm iX Ha HOBe 0OaueHHS ManOyTHHOTO Ta
CEeHCY JKUTTs, IO 1 BHAUWIIIO IiATBEPAKEHHSA V HJOCJIiIKeHHI
Theed T., Eccles F. J. R., Simpson J. ABTopu mocaimKeHHsa IpoBeJan

147 (James C. A., Hadley D. W., Holzman N. A. et al., 2006).
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ONUTYBaHHA 9 yYacHUKIB, Yy AKUX BUSABUIN NO3UTUBHUII TeCcT Ha
HociyicTBO resHa I'eHTiHITOHA, Ta, BiAIIOBiAHO, BUSBUJIN Y HUX O3HAKU
IICUXOJIOTIiYHOTO JHUCTPecy, OOYMOBJIEHOrO caMe OioMeguUYHNMU
npobsemamu. IlamierTam OyJia 3aIpomoHOBaHA IICHXOTepalid, K
aJbTepHaATHBAa OO IIpemapaTriB i1 Ile IIO3UTHUBHO OyJO IIPUNHSATO
XBOPUMU — TOOTO, 3 HaIi€l0 MaliOyTHHOIO peaJIbHOro 0aueHHs «CBiTJIa
B KiHIi TyHesro» 148,

Be3yMoBHO, Yy MeAMUHiN TIeHETHUIl BUHATKOBE 3HAUEHHA MAalOTh
€THUKO-JEOHTOJIOTIiUHI IIpobJsieMu, TOOTO: IIPUHIUON ITOBaKAHHS
aBTOHOMIil maIllieHTa, HEJIOTOPKAHHOCTLI OCOOMCTOrO JKHTTS Ta
30epe)keHHs JIiKapChKOl TaeMHHII HAK BaKJIMBUX €JIEMEHTIiB
dopMyBaHHS IpaBOBOl 0as3u.

INUuCcKyCiIMHUM TaKM, y I[ili IIJIOIMIWHI, 3aJUWINAaeThbCA IINUTAHHS
CTOCOBHO JOTPUMAHHS IIPUHIIUNY KOH@iOeHUiilHocmi TPy TPOBeAeHHi
MeJINKO-TeHEeTUYHOIro TecTyBaHHs. Toxk, Bigmomo, o 000B’sI3KOBOIO
YMOBOIO IIOJAHHS JIIKapeM pe3yJbTaTiB TI'e€HEeTHYHOIo OOCTeKeHHs
MMarieHTy € KOoH(pigeHHIiliHicTh, reHeTmuHol iH@opmairii. Ile omHe 3
OCHOBHUX TOJIOKE€Hb MeIMUYHOl IIPaKTUKM, B3araji, y TOMY UYHCJI i
MeIMYHOI TeHeTWKU. AJe, cCJig mnam’aTraTu, [0 34 CYYacHUX
II0JIOJKeHb, TeHeTUUYHY iH(OopMAallil0 CTOCOBHO IIpoOaHAa HEOOXiTHO
JTOHECTU 1 M0 YJeHIB MOoro POAMHMN B CUTyallil, KOJHU Ile € 3HAUHUM
PUBNKOBUM IIOTEHIiaJIoM 3a1JIsd 30epesKeHHs 3M0PpoB’°sa yciel cim’il49,
TakuM UYMHOM, KOJIM T'eHeTHYHE TeCTYBAHHS IIPOBOAUTLCS y 3B’ SIBKY
3 HaABHICTIO B CciMeMHOMY aHaMHe3i CHagKoBOl IIaToJjorii, i
BUSABJISIETHCS I'eHETUUYHUN (PaKTOpP, TO pe3yabTaTH € IPUAATHUMU IJIA
KJiHiUYHOrO 3acTocyBaHHsS 3 000B’sA3KOBOIO ifmeHTH(ikalii ocobu, y
SIKO1 BCTAHOBJIEHO 3aXBOPIOBAHHAI.

3aBIaHHS JIiKapsi, y TaKOMYy BHIIAJAKY, CTOCOBHO 30epeKeHHs
KOH(iZeHI[ITHOCTI 3MEeHIIYEThCS, OCKIIbKN, MOMKJINBUMU € peaJbHi
MeIVYHI HacJigKu He JIMIe AJs IIpodaHma, aje ¥ i aa Bciel poauum.

3arajjoM, MNOPHUHAHATO, IO TI'€HEeTHK-KOHCYJbTAHT IIOBUHEH
gbepiratu KOH(MimeHIIIMHICTH, KJi€eHTa, aJje, Ie He € abCOJIOTHUM
nmocryaaTom. OO00B’A30K JiKapa y 3a0e3medyeHHI MeIMUYHOTO
IIiKJIYBAaHHA IIPO POAMYIB XBOPOTO i, BiH, MIOBMHEH AOMiHyBaTu, HaJ
000B’si3KOM 30epekeHHA JiKapcbKoi TaeMmHuIli. IIpomomyerbes
IOTPUMYBATUCA IIPUHIIUIIN KOH(MpIAeHIIIMHOCTI MO BiJHOIIEHHI 0
XBOpPOT0O, aJjie, B JesdKHNX BUIIaAKaX, AOIIJILHO CHIOBIIIIaTH 1 YJeHiB

148 (Theed T., Eccles F. J. R., Simpson J., 2018).
149 (Parker M., Lucassen A., 2018).
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POAVHU MIOA0 HASBHOCTI IreHeTUYHOro pusmuky. lla nuirema Burasamgae
TaKUM YUHOM - CJiJ JOTPUMYyBaTHCA KOH(MPIIEHIIIMHOCTI I'eHeTUYHOI1
iH(opmMmaIrii, 3a BUKJIOUEHHAM CHUTyaIlili, KOJIM € BUCOKUIN PUBUK
3HAYHOI CepMO3HOI IMIKOAM AJISA YJeHIB poaunHu. Toxk, 11a iHPopMaIlisa
3JaTHa IIOHepeauTH HECIPUATJANBI HaCHIAKM O IiHIIMX ocio.
Bigrak, came y ux BUOagKaXxX CYCIILJIbHI iHTepecu IlepeBasKaioTh HAJ
inTepecamMu oKpeMoi ocoomls0,

BBaxkaemo 3a pgomispHe 3asHaumTu, oo y 2002 pomi Ha
MiKHapomHi#l KoH(pepenIii «IIpobsieMu reHeTuku», sIKa IPOUIILIA B
JlicaboHi, mimHiMaaucA MUTAaHHS CTOCOBHO AOCTYIITHOCTI iH(popMmaIii
IITOJ0 TeHeTUUYHOI'0 TeCTyBaHHs. I, UM MOBMHHA BOHA OyTH JOCTYIIHA
yjeHaM cim’i, OCKiJIbKM, IIi JaHi MalOTh BayKJUBe 3HAUEHHA OJd
3gmopoB’ss Ta gobpoOyTy poxnmuiB. Ili acmekTu posrismgaaucs
MiskHapomHuMMu ekcnepramu BOOS3 i3 ormsany Ha 3arajbHiI eTUUYHI
NPUHIIUIIN MeIUYHOI T'eHeTHKHU, 3a SAKHMM, TeHeTHuYHa JIoIoMora
IMMIOBUHHA i Mae OyTu OOCTyIHA, V PiBHIA Mipi, A8 KOMKHOTO YJeHa
CYCIIiJIbCTBa, HEe3aJIe’KHO BiJl COIIiaJbHOTO CTaTyCcy Ta MOKJMBOCTI
ciatu. AJje, y IepIly 4depry, reHeTUYHa JOIIOMOTa HAZa€EThCSA TUM,
xTO Oijbire ychoro ii morpebye. Ilpm mbomy, yci Buam reHEeTHUYHOI
ITOIOMOTM HOBHHHI OyTum moOposBiabHmMH. I, BigmoBigHO, maiieHTy
IOILJIBLHO IIPEACTaBUTH BCIO iH(popMaIlilo mIpo cTaH #oro 3gopoB’d.

BigTak, OpuxoguMo IO HACTYHHOIO: 000B’sI3KOBOI0O YMOBOIO € —
reHeTnuHa iH(opmMallia moBMHHA OyTHM 3axXHIleHa Big poboTomaBIliB,
CTPaxOBUX areHTCTB, KOMEPI[iMHMX Ta AepskaBHuX yctamoB. Cr. 11
«KonBenIiii npo 3axucTt mpaB i rigHOCTi JI0ZMHK Ta O0ioMeIUIIMHY B
3B’SIBKY 3 B3aCTOCYBaHHAM JOCATHEHBL Oiosorii Ta MeguIiuHMN:
Kouseniisa npo npasa JoauHU i OioMemunuum» 1% migTeepmKrye mpo
Take: Oyab AKa (popmMa AMCKpHMiHAIII IO BiIHOIIIEHHIO JO OCOOU 3a
O03HAaKOIO il FeHeTNYHOI XapaKTepPUCTUKU 3a00poHeHa.

B Vkpaini Tako:X AOTPUMYVIOTHCSA IIMX IIOJIOKEHb, 30KpeMa, B
3axoHi Ykpainm Big 01.06.2010 pory «IIpo 3axmcT mepcoHaJIbHUX
TaHUX», HATroJOINYEThCA: «3a00POHAETLCA O0POOKA NIEePCOHAJLHUX
ITaHWX.. IO CTOCYETLCA 3JO0POB’SA UYM  CTATEBOTO  JKUTTH,
OioMeTPUUYHMX YM TFeHeTUYHUX mgaHumx» (4. 1, ct. 7).

TakuM  4YMHOM, BH3HAEMO HACTYIIHE: MEIUKO-TeHeTHYHe
KOHCYJIbTYBaHHSA CKJIAQJA€ThCsA 3 [eKLJIbKOX eTamiB, a caMe —
BCTAHOBJIEHHSI TOYHOTO MJiarHO3y Ta MHiATBepAKeHHS CIIaJKOBOTO

150 (Husted J., 2014).
151 (OB’emo, 1997).
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KOMIIOHEHTY XBOpPOOM, BHM3HAUEHHS PUSUKY HaAPOIKEHHS XBOPOI
IUTUHU a00 MOMKJIMBOCTI IIOABU KJIHIUHMX CHMIITOMIB y XBOPHX Ha
CIIaJIKOBE 3aXBOPIOBAaHHA 3 III3HBOIO MaHi(ecTalliero, IIPOTHO3
1mepediry 3axBOPIOBAHHSA, IIOSCHEHHS MMOBIPDHOCTI HaSsSBHOCTI ITMX
IMOAiMl y TWJeHIB POAMHM Ta PEKYPEeHTHUU pPHU3UK Iepeaaui
aHOMAaJIbHOTO T'eHa HACTYIIHUM IIOKOJIIHHAM, BCTAaHOBJIEHHS IIJISAXIiB
IIOIIepeKeHHs, YVHUKHEeHHA Ta IOJIMIIIeHHa CUTyaI[iilos2,

Ha Bci 1mi Ta Oararo iHmMmMX nOpoOJeMHHX 3alduTaHb Ti, XTO
KOHCYJIBTYIOTLCSA, 0OasKaioTh OTpHMMATH BiAIIOBiAi came Bing Jgixkapsa-
reHeTHKa, Ha IKOI'0 IIOKJIaJAal0Th CIIOMIBaHHS Y BUPIIIeHH]I BasKJIUBUX
JKUTTEBUX IIpoOsieM. Buxomsum 3 I[bOT0, BaKJIMUBOIO CKJAIOBOIO
reHeTUYHOI0 KOHCYJBbTYBAaHHSA €  3aKJIOUHHNM  eTan, SAKUK
PO3TJIALAEThCA HaMI B AKOCT1 OCBITHLOTO IIpoliecy. Tomy, IIfo JiKap-
reHeTUK HaJae ImamieHTy ab0o o0co0i, 3 PpPu3NKOM TI'eHEeTHYHOTO
3aXBOPIOBAHHSA, YiTKe 1 3p0o3yMiJjie IMOSACHEHHSA IIPUPOAN KOHKPETHOTO
FeHeTUYHOro TIIOPYIIIeHHsA, MOpo Moro mepeaady, aJbTepPHATUBU
BeJleHHs, IIPOTHOCTUYHI Hacaigku. I, came rojoBHe — momomarae, Ipu
IIbOMY, Y OPUMHATTI IPaBUJIBHOT'O PiIlIEHHS CTOCOBHO ILJIAaHYBaHHSA
POAUMHU Ta PEeIpPOoAyKTHUBHOTO MaiitbyTHBOro (decision- making).

OT:xe, KJIIOUYOBMIM MOMEHTOM TIIPOBAJKE€HHS T'€HEeTHUYHOIO
KOHCYJIbTYBaHHS — € CIILJIKYBaHHSA 3 IamieHTamMu. ToiK, IIOTPiOHO He
JUIlle PO3MOBJATU 3 HUMHU, a TaKoX BuciayxoByBatu ix. Ile
HaJA3BUUYATHO HEOOXiTHO 3alajsd CKJIAJaHHS POAOBOAY, HAKUMA, Y
OisbpIIIOCTI BUIAAKiIB, MicTUTh MeAWUYHHHM Ta CciMelHUN aHaMHe3 i,
BifiITaK, € OCHOBOIO T€eHETHMUYHOI'0 KOHCYJbTYBaHHSA. AmKe, TLIbKH
IocTOBipHa iH(oOpMAaIlia MoKe OyTH KOPHMCHOIO MIJISI T'eHeaJIOTiuHMX
nauux. IIpore, mig uac inTepB’1o Tpeba 3BepTaTH yBary Ha HeIpaBAUBi
BimomocTi, y ToMy umcCJi, Ha pos30iKHOCTI B cimMelHUX
B3a€MOBiTHOCHMHAX, 3 OOKY poauuis 0aTbKiB i maTepisl®s,

IIpu mpomy, reHeTWYHEe KOHCYJbBTYBaHHS MOKe OyayBaTmCs Ha
pes3yJibTaTax IIPECHMIITOMATHYHOIO TeCTyYyBaHHSA — BU3HaAUYeHHI
MyTallili reHa, 110 BUKJMNKAa€e IIeBHe 3aXBOPIOBaHH:A, ajle, He Mae€ IIe
Kainiugol maHidecrariil®t. AsTopu MmoHorpadil BigsHauaroTb, IO
He3BaKalouu Ha Te, II0 iICHYIOTH PeKOMeHJallil CTOCOBHO IEeAKUX
cruenupivHENX XBOPOO, TaKTUKa MIPEeCUMIITOMATUYHOTO
KOHCYJIbTYBaHHSA € IIle He aJalTOBAHOIO M0 KJIIHIUYHOI IIPaKTUKU.

152 (Yang, M., Kim J-W., 2018).

153 (Yang M., Kim J-W., 2018).

154 (Skirton H., Holdsmith L., Jackson L., 2013).
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I, Tomy, Mo:xkHaA 3poOuTH HacTyIIHI pekomeHnzgailii. Tak, 30Kpema,
ImepeBary cJiJ HaJgaBaTU CHiJIKYBaHHIO JIiKaps Ta HallieHTa Biu Ha Biu
(face-to-face). T'osmoBHiI Temm nansa mucKycii: giar€os, cimMenHM
aHaMHe3 Ta PuU3UK AJdA ocodbu. [[omiabHO TaKoK: 00roBOPIOBATU CYTh
TEeCTy; JIOKYMEHTYBaHHA 3roAu Ha IIPOBEJAeHHA TeCTyBaHHA Ta
pes3yJbTaTH, SKi BiH IIOKaske ab0 He MOKake; IIEepPCIeKTHUBH Ta
mobaskaHHs 0coOM B Iepios OuiKyBaHHS Pe3yJbTaTy; HABITh ILIAXU
nmepegaudi pesyabTaTiB - e-mail, Temedon, guct abo ocobucTo; ILJIaH
IJIs PO3KPUTTS pe3yJbTaTiB ujJeHaM POAWHN; HAaABHICTH TIpPyIu
MiITPUMKHU, CIIOCTEPEKEHHA Ta/JiKyBaHHA; HACJIAKY IJId HAIagKiB;
PenpoayKTUBHUM BmHOip; INICHMXOJIOTiuHA JOUCKYCis; MOUCKYycis Ha
corfiaapHi TemMm — BB (ab0 BiAcyTHIii1) pe3yJsbTaTiB TecTiB Ha
po0OTOIaBIIiB, CTPaxoBi KOMIIaHi], npuBaTHEe KUTTH,
KOoH(pimeHIiliHicCTb, oOcoOHCTiI Ta ciMelHi B3aeMHHU, BKJIIOYAIOUU
MMOMPYKIKA Ta IIAPTHEPiIB; IIPOIIOHYBAHHA CIOCTEPEXKeHHS Ta
MiATPUMKM TIiCJaA TecTyBaHHA; 3alpoIleHHs MO0 MAHCKYycili #
OTPUMAaHHSA BiJi KOHCYJBTYIOUOT'O MIOAAaTKOBMX 3anuTaHb. OmHaK,
BU3HAUEHHsS Ta OOI'PYHTYBAHHA JiKapeM mOpiopurTeriB, Imig uyac
CIIITKYBaHHA 3 0c000I0, sIKA IIPOXOAUTHL KOHCYJbTYBAaHHSA, 3aJEKUTH
Big oOcTaBMH Ta ciMelHOI cuTyaIllii, 3arajom.

Buiie maBemeHi mopaam MaiOTh CBOIO JIOTIUHY apryMeHTAallilo.
Bigomo, 1110 mIpm MOSHUTHUBHUX pe3yJbTaTaxX TeCTYBaHHS, Y OiJIbIIOCTI
MaIi€HTiB, BUHNKAIOTh IICUXOJIOTIUHI po3Jaau y BUTJIALL Jelrpecii Ta
3BUHYBaueHHs ceOe. Tak, HanmpukJgaa, OpPU IICUXiaTPUUYHOMY
oOcTe)keHHI XBopux Ha XBopoOy I'eHTiHrToHa BU3HAYEHO OiJIBIITY
CXMJBbHICTH caMe MO0 cyinupay, HiXK y 3arajbHIi DOOyJaAIlil, V
Iisiomyls9,

Tomy, 3aBHaHHsS JiKapsA-TeHeTHKa — OOIOMOI'TH MHallieHTY
3pO3YyMiTH  cuUTyallilo, CIOPUUHATH caMe 3aXBOPIOBAaHHA  fK
OiosoriuHuM# (paxT, IPEeACTAaBUTH Ile Y MeIUUYHUX TepMiHax, SAKi
JOCTYIHI IIaI[ieHTy Ta 4YJeHaM Horo poAuHuU. Pusmk I0ILJIbLHO
IMOACHUTU B HaJEXHIiN (opMi, CTOCOBHO PiBHSA iHTEJEKTYaJbHOT'O
PO3BUTKY 1 OCBITHM TUX, XTO KOHCYJBLTYEThCsA. JIiKap-reHeTHK Mae
BUPIIITyBaTH JAysKe CKJAQIHI B3aBHaHHs, OB s3aHi He JIHUIIe 3
MeINUYHUMUN M[pobJsieMamMHu, aje ¥ OyTu JIOAWHOK 3 BUCOKUMU
MOpPaJbHUMM SAKOCTAMU, BMIHHAM CHiBUyBaTU, HAJATU YYUHY
Imopany, IIPOABUTHU TaKTOBHICTHL Ta poa3cyaauBicTb. Pasom i3 Twum,

155 (Wetzel H. H., Gehl C. R., Dellefave-Castillo L., Schiffman J. F., Shannon K. M.,
Paulsen J. S., Huntington Study Group, 2011).
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JiKap-TeHeTUK, Ma€ BOJIOAITH 3HAHHAMU 3alJid HaJaHHS IIPABOBOIL
ITOIIOMOTH XBOPOMY Ta MOro OJM3bKUM.

Marouu cpaBy 3 CIIaAKOBOIO IIAaTOJIOTiIO, AKa IIepeJacThesa AiTIM
Bijg 0aThbKiB Ta, HMOTEHIIIMHO, MOKe YyCHaIKyBaTHUCA M HACTYIHUMMU
IIOKOJiHHAMU, JIIKap-reHeTUK Ma€ He JUIlle MeIUYHi, ajle i1 MopaJbHi
000B’A3KM IIIOJO0 IIeBHOI ciM’I, II[O CTOCYETHCS 3A0POB’sI HUHINTHLOTO,
a, oco0JIMBO, MarOyTHLOTO ii MOTOMCTBA.

HaraabHuM € BKasaTu 1 Ha Te, IO KpiM (paKTOpy IIATOJOTIUHOI
CIIaJKOBOCTI, JiKap-reHeTuK IIOBUHEH BUSABUTH YNHHUKU
30BHIIITHHOTO cCepeaoBUINa, AKI MOXKYTh HeraTMBHO BILIMHYTH Ha
FeHOM CTaTeBUX KJITHMH. 3 I[i€}0 METOX0 IPOBOAUTHCA OIMTYBAHHSI,
30KpeMa, CTOCOBHO YMOB Mpali Ta HaABHICTP BHPOOHMUUX i
IIOOYTOBUX MIKIJJIMBUX YNHHUKIB, CTAaH 3I0POB A IOLPYKIKSI,
B)KMBAHHA NIJIOOHMMHM IIapTHepaMM PidHUX MeIUKaMEeHTIiB i3
TepaToreHuM e@eKToM YV IIepion, IIMo Ilepeaye 3auvarTio, uH,
OesmocepenHbO, IIiJ Yac BariTHocCTi i, BiAmoBiZHO, HIpO mIepeHeceHi
JKiHKOIO iH(eKIifiHI XBOpoOM BIPOJOBIK BariTHOCTI.

3 1[bOT0, 0Aa3UMCHUM HPUHIIMIIOM I'€eHETUYHOTO KOHCYJLTYBAHHS €
IIOBasKaHHSA IIpaB OCOOMCTOCTi, AaBTOHOMIil, II0 Iepexdayvae
CIIPOMOKHICTh [Ji€eBo3gaTHOI ocoO0m caMoCTiiHO pobuTu BUOip
CTOCOBHO CBOTO 3JOPOB’s Ta IIepCHeKTHB cBoro Oyrra. Aue,
ITOTPMMAaHHS aBTOHOMII Mae gedAKi oOMesKeHHsI, OCKiJIbKU, He
KPUTUYHE CTABJEHHSA Ta HaAMipHA 3aJeKHICTh BiJl ILOT'0 IIPUHIINIY,
MOJKe IIPHU3BECTU 10 HECHPUATJINBUX HACJIAKIB [IJA mallieHTa Ta
YJIeHiB POAMHU, Y 3B’SA3KY 3 THUM, IO ABTOHOMisI POOMHU, V JEeAKNX
BHUIIaJKaX, OLJIBIN BasKJINBa, HiK aBTOHOMis ocobucTocTi. IIpu nmromy,
cJim OpaTu TaKOMK O yBaru i KyJIbTYPHI HOPMHU Ta COIiaJIbHI ITiHHOCTI
1meBHOI Kpaium!ob,

Bigrak, 3acBigumMo HAaCTyIIHE: BUPIMIEHHSA OyIb-AKOl IPUPOAU
IIpobJjeM MpM TPOBeAeHi TeHeTHYHOro KOHCYJbTYBAHHS MOMKe
TpaHcopMyBaTucs 3a TpboMa [JEOHTOJIOTIUHMMHN IIigXOoJaMmu,
NPUAHATUMHA B CHCTEMi CTAJIOTO PO3BUTKY MeIMUYHOI OioeTMKHU Ta
iHTepIpeTOBaHMMHU aBTOPaMHu AaHOl MoHorpadgii — tabua. 3.4.

OmHak, aOCOJIIOTHO HeWUTpaJbHe KOHCYJLTYBAHHS HaBPSAL UM €
MOKJINBUM, Ta I He 0arkaHO. A, y JesIKUX BHUIIaJKaX, 3arpo3JiNBO 3a
imoBipHmME Haciaigkamu. IlamienT Ta ujeHn ioro poguHu, 3a3BUYail,
0aKaloTh OTPUMATHU BiJ JIIKapsa camMe «KUBY» IIOpany, Ha BiAMiHY Bif

156 (Resta R. Complicated shadows: a critique of autonomy in genetic counseling.
In: Leroy B., Veach P., Bartels D. M., 2010).
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IOBiAKOBUX (PallyiiB KOMI’IOTepa, AKi HaZalTh JuIlle iHdopmaIlinai

daxTu.

Tabauus 3.4 Ba3oBi HEOHTOJOTIUHI IIiAX0AM 10 T€eHEeTHUYHOTO

KOHCYJIbTYBaHHA *

Bung xon-
CYJbTY-
BaHHA

3MiCTOBHICTH i 0CO0JIMBiICTHh MEBHOTO BUIY
TeHeTUYHOTO KOHCYJbTYBaHHSA

O0’eKT
JOoKaJisamil
3yCHJIb

He mgupexkTuBHE KOHCYJILTYBAaHHS

Jlikap Jminme Hamae reHeTUdYHy iH{QOpMAIIiio,
OaIleHTU OTPUMYIOTh B AOCTYIIHIN (DOPMi BiZOMOCTI
B 00cs3i, JOCTAaTHBOMY OJiA TOTO, 100 chopMyBaTHU
CBO€ oco0ucrTe pimleHHA II0 BiJHOIIEHHIO [0
crnagkoBoi xBopoOu. KoHImemniliga He IMPEKTUBHOIO
KOHCYJIbTYBaHHS KOHCYJIbTAHT HaMara€ThbCs
VHUKHYTH  BILIUBY Ha 0OaueHHsa  IIaIllieHTOM
KOHKpeTHOI curyairii. He- AupeKTUBHICTH cIIpuse
YXBaJICHHIO 3piJIoro pimleHHs, TUM OijbIlme, IO
KOJKHA POJAMHA BiApi3HAETLCA B peakIil Ha PU3UK,
€ VHIKaJIbHOIO Yy COPUUHATTI iH@opMalrii, maiieuT
npuiiMae BHCHOBOK 0e3 30BHIIIHIX BTpy4YaHb Ha
migcrTaBi  0coOMCTOrO  PO3YMIHHSA  IIPOOJIEMU.
3azHaumMo, 10 A (GopMa KOHCYJbTYBaHHS
HabJgm:KeHa g0 6ioMequuHOI Mozesi Ta 0a3yeThCcsa Ha
BU3HAHHI aBTOHOMII malieHra, AK
dysmamenTanbHol 1iHHOCTi. Ciaim mam’aTaTm, II0

maijieHTy, 3al3BUYail, 3BEPTAETLCSI J0 JiKapsa 3
TAKUMH 3alUTaHHAMHN: «dIK OW BM 3poOMaM Ha
MoemMy Micii? $IK  BM mocTynmam B MOl
cuTyaii? 157

KoncynbTaHT He mae mOpaAMYy  Bigmosigb,
TPAAUIINHUIN TeOpeTUYHMN MmiAXig — YHUKHYTH
HaJaBaTU KOHKPETHY IIopaay, aJe, Ile MOXKe
CTBOPIOBATU Yy  KOHCYJBTYIOUOro  atmocdepy
OesHagmitiHocTi Ta OesmopanmuocTi. KomHcyiabranTy

CJig JOIMOMOITH IAIliEHTYy TIPEJICTaBUTH IIOBHE
OaueHHA cuTyallii, HaBecTU NPUKJIALW Ha HimcTasi
pamioHaJbHUX i 00’ €KTUBHUX dakxTis.
BukopucroByoun TakKy TexXHIKYy CHIJIKyBaHHA,
KOHCYJIBTAHT 3aJiyda€ IIaIieHTa A0 IILOT0 IIPOIlecy
Ta CIOHYKAE MOT0 3p0o0nTH 3BaKeHUU BUOip.

IHenTpaib-
HUM (DOKY-
COM TeHe-
TUYHOTO
KOHCYJIbTY-
BaHHSA € 1H-
dpopmoBaHe
pileHHsd,
NpUNHATE
mamieHToM
CTOCOBHO
1oro 1maro-
JIorii.

157 (Yang, M., Kim J-W., 2018).
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O0’ekT
JOKaJi3amil
3yCHJIb

3MiCTOBHICTH i 0COOJIHMBICTh IEBHOTO BUIY
TeHETUYHOTO KOHCYJbTYBaHHSA

Bun xon-
CYJBbTY-
BaHHA

IInpeKTuBHE
KOHCYJBbTYBaHHS

IIupekTBHEe KOHCYJBbTYBaHHSA IIepeadadvae Hac-
TynmHe: iHopMyBaTum  malieHTa |y  BUIJIALL
KaTeropuuyHuX crhnenu@pivHuX IMIOJIOKEHDb 13 OrJIany
Ha IaTepHAJICTUYHI MipKyBaHHSA CaMOro JiKaps-
KOHCYJIbTaHTA.

KoHCyabTaHT, CHiIKYIOUNCH i3 IIAIlieHTOM, HaJae€
oMy mopanu, 30Kpema, IIoA0 TOTo, IKUUA BHOpaTu
OIJIAX 3aJid BUPIMIEHHA Ti€el UM 1HIIOI MegWYHOIL
npobJieMu.

SyCcHLIs
KOHCYJIb-
TaHTa COPHA-
MOBaHO Ha
MaKCHUMaJlb-
He IIOKpa-
IaHHA TICHU-
XOJIOT1YHOTO
cTaHy Iai-
€HTA.

()

Ilepenbauae Taxkuii ¢popMmaT mepemaui imdopmarii
IPO TeHeTWYHi PHU3UKM Ta OCOOJMBOCTI NEeBHOI
maToJjorii, 3a AKOro IaIlieHT miacBimoMo BuOMpaec
TaKMWil BapiaHT pillleHHs, OO0 SAKOro IHOro IIiaBiB
KOHCYJBTAHT. 3 MOTJIAAY IIAIlicHTa — AaHuil BUOIp €

Heycsino-
MJIEeHE pi-
HIeHHS,
NpUNHATE
IalieHToM

% %158

pillIeHHAM TIamieHTa. 8 MOOTJAAY KOHCYJIbTaHTAa:
IOCATAEThCA TaKe  PpillleHHA  IaljieHTa, dAKe
BOauaeThCA HAMOIIBLIII KOPEKTHUM i3 IIOTVISAY
KOHCYJIbTAaHTa, Y1 B AKOMY TOU 3alliKaBJIEeHUIH.

POMIXKHUIN TUII
KOHCYJIbTYBaHHS

IT

Hncepeno* CucrematnsoBaHo y TaOJIUUHOMY BUTJIAJL Ta BUSHAUEHO aBTOpPaMu
MoOHorpadiil

TomMy, KOHCYJbTYIOUMII, MOKe€ 3pOOHUTH AaKIeHT Ha OijJbIie
migdagbopH0UNX, a00 HaBIaKM, Ha O0iJIbIlle HeraTUBHUX 3arPO3JINBUX

acleKTax [TaHOTO B3aXBOPIOBaHHS. 3 IIbOTO, “yawa mMmoxce Oymu

HANOJIOBUHY NOBHOI a00 HANOJOBUHY NOPOHHHLOK: MOKHA OiJbIII
pimryue migKpecaoBaTi a00 IIO3WMTHUBHI, a00 HeraTHMBHI acIeKTH
curyarii. Tak, B ofHUX BUIIagKax, cJaig cBigumtu mpo 25,0% miancis
MAaTU XBOPY AUTHUHY, B iHmMuX — 75,0% MOMKJIMBOCTEl MaTH 3J0POBY
mutnny. OgHakK, IIPM MNEeBHUX CIIAJIKOBUX 3aXBOPIOBAHHAX, PU3UK
craoBuTh axk 50,0 %, IPOTHO3 € TaKMM 3arpo3jJMUBUM, IO O0araTo
KOHCYJbTAHTIB 3aliMalOTh TBEPAY IIO3UILII0 1 pPEeKOMEHAYIOTh —
yTpuMaTucs Big HamiagzkiB. Pasom i3 TuM, KuUTTEBI obOcTaBMHU,
OCBITHIN 1 KYJBTYPHUI PiBeHb, PeJirifiHi TpaamIiil HOAPYKHIX IHap
MOXKYTh OyTHu, 30BciM, He oxHakoBuMu. IloTpiOHO oOroBOpHUTHU pPil3HI
BapiaHTH NpPU NPUHMHATTI ONUTAHHA IIOAO AOILJIBHOCTI HapPOMKeHHS
INTUHU. PenpoayKTuBHe pillleHHA NpuUMMalTh, 3a3BuUYail, Ti, XTO
Oes3mocepeIHbO BiAMMOBigaIbHUM 3a HAPOIKEHHS Ta BUXOBAHHS JiTel,

158 ApropchbKke BU3HAUYEHHS Ta iHTepIpeTalis 3MiCTOBHOCTI TUIy KOHCYJILTYBAHHA.
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a came Oarbku. Ilpore, Ko BOHM HE MOMKYTh OiHATH IO 3TrOAu, TO
3aKJIOUHE PiIlIeHHA IIPpUiMae MaTH.

Y mpaxkTuiii MeguKo-TeHeTHUUYHNX KOHCYJbTAIlill 6araThox KpaiH
NPUNHATO He JaBaTHU AUPEKTUBHUX pal, a Ial[ieHTOBI HAJa€ThCS
CaMOCTilHICTh B yXBaJIeHHI1 pPiIlleHHA, TUM CaAMHUM IIiIKPECIIOETHCS
TPeHJ Yy HaAOpPAMKY IIATPUMKK OPUHIUIIY aBToHOMiI xBoporo. He
IUPEKTUBHE KOHCYJbTYBaHHS IIepeBaska€ y OiJbIIOCTI KpaiH, B AKUX
IOMiHY€ MEeOHTOJIOTIYHUMN KoJekc. B medAKMX KpaiHax, TaKux dAK
Kuraii, Ynnai, Mekcuka — AJUPEeKTUBHE KOHCYJbTYBAaHHSA CIPUNHATE
Ta PO3BUBAETHCILY,

TakuMm uMHOM, K B MeIUIIMHIi, B3araji, Tak 1 B rajgysl MeIuuyHOl
reHeTuKHM, 30KpeMa, Jikap mepedyBae y CKJIAOHINA cuTyallii cToOCOBHO
B3a€EMOBIAHOCUH 13 mamieHTomM. Ile cTocyeThcA CHiJIKyBaHHA,
HacaMIepen, SK IIpM IIepPBMHHOMY B3BepHEeHHi, a, IIoTiM, IIpm;
oJep:KaHHI iH(OPMOBAHOI 3roau Ha MeAWYHe BTPydYaHHS, B IIpoIleci
HaJaHHA MaI[l€eHTY pe3yJabTaTiB JOCIIiIKeHHs, IIPOIIOHYBAaHHI MEeTO/IiB
JiKyBaHHs, IIPOTHO3YBaHHSA IIepediry XBOpoOu, BHMOOPY HIOAAJBLIIOL
TAaKTUKUA MeIUUYHOTO0 cymnpoBoay. OcobamBO aKTyaJbHOIO IS IpodemMa
€ IIpU MeINKO-TeHeTHUYHOMY KOHCYJbTYBaHHI, KOJIM e MOBa He
TIIBKU IIPO KOHKPETHY 0c0o0y, a TAaKOXK YJIeHiB MOT0 POAUHMU i, HABITh,
HamiaakiB. I'eHeTuuHe KOHCYJBTYBAaHHA — IIe IIPOIlEC, IPU AKOMY
ocobaM Ta uUJileHaM I1X POAWH, yV pasi miaTBepI:KeHHs miarfgosdy, 3
METOI0 JOIIOMOI'M XBOPMM HaJaeTbCcsa iH(MoOpMAIliA NIpPO IIPUPOAY
reHeTUYHOI'0 B3aXBOPIOBAaHHA, XapaKTep VCIaAKyBaHHS, KJIHIUHY
iMIIIeMeHTaI[il0 TeHeTUYHUX IIOPYIIeHb, III0 CTBOPIOE YMOBHU MOJId
MIPUMHATTA IIAIliEeHTOM IIePCOHAJbHOTO PillleHHS.

Kpurepiem e@eKTHBHOCTI HIpPOBaIKEeHHA MeIUKO-TeHEeTUYHOTO
KOHCYJbTYBaHHs, Ha MONYJAI[IMHOMY PiBHi, € 3MeHIIIeHHs YacTOTU
IIaTOJOTIUYHUX aJiejieli, YacTOTH CIaIKOBUX XBOpoO, a TaKoXK
BHMKEHHS CMEePTHOCT1, HacaMIepen, v auTauomy Bimi. IlosuTuBaumMm
HacJifKaMU MeIUKO-TeHEeTHUYHOTO0 KOHCYJbTyYyBaHHS, Ha PiBHI
OKpemMoi ocobum — € 3MiHa TOBeJiHKM MHOAPYKHIX 1map, IIo
3BEePTAIOTHCS 3 PENPOAYKTUBHUX NUTAHbD.

BigTrak, 3 MeTO0 JOCATHEHHA AKICHMX pe3yabTaTiB, HeoOXimHO,
Ha aBTOPChKe NEepeKOHaHHs, Ha AepP:KaBHOMY PiBHI BIOCKOHAJIOBATU
pobOTy  MEIUKO-TeHeTMYHHX  KOHCYJbTAaIlili, BiJHOBJATHU  Ta
CTBOPIOBATH HOBI HOPMATWUBHI JOKYMEHTHU, HAJIATOAXKyBaTU MOCTINHY

159 (Biesecker B. B., 2001).
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MiKIUCIUIIIIIHAPHY B3a€EMO/IiI0 MixK crerriajgicraMu 3
PenpoayKTOJIOTil, 3 MOJIEKYVJIAPHUMUN TeHeTHKaMM, KJIIHIYHUMU
reHeTUKaMu, aKkyIlIepaMu-riHeKoJioraMm, HEOHATOJOTraMMu i

mmegiaTpaMu TOIIO.

Cnim 3BepHyTHM YyBary Ha pe3yJbTaTd HayKOBOI IIpairi
Mukurenka I[. O., Bagioxk B. M. ta Mururenxko B. B., aka Oyxaa
IIPUCBAYEHA PO3TJIAAY JEOHTOJOTIUHUX MUTAHb MeANKO-TeHEeTUUYHOTO
KOHCYJbTYBaHHA Yy KOHTEKCTi COIllaJbHO-eKOHOMIUHOI MomeJi
PO3BUTKY VYKpaiHu. ¥ IBOMY IOOPOOKY, Ha IIiJcTaBi HPOBEIEHHS
AQHOHIMHOI'O COI[i0JIOTIYHOTO ONHUTYBAHHA cepel JiKapiB-TeHeTUKiB,
II0 BKJIIOUAJO igeHTH(dIKaIlil0o CcTaTeBO-BiKOBUX, MIpodeciiHuX
XapaKTEePUCTUK, a TAaKOK IINTAHHS 3 JEOHTOJIOTIUHOl eTuKH (y mepion
3 KOBTHsS 1o rpyreasb 2018 pory) — wmaioTh Micie 00’€KTHUBHI
BICHOBKHU i pekomeHariilé0, Yuacrs B onurysauui B3siau 50 gikapis,
AKI OpOMNLIM cIeliajisaimiio 3a (axoM «reHeTMKa MeJIUYHa» Ta
00ifiMaloTh IIOcCany JiKaps-TeHeTukKa, V T. Y. 3a CYMiCHUIITBOM. Y
CTPYKTYP1 BifIoBizeii, 30KpeMa, II0A0 IIPUUYNH 3BEePHEHb IAIli€HTIB
i3 mmTaHb OTPHUMAHHA MEINKO-T€eHEeTHYHOI KOHCYJIbTallil, MaJjau
HaCTyIIHE:

1) npeHaTaibHe KOHCYJbTYBaHHA (CKPHHIHT/Baau PO3BUTKY) —
30,2+4,0SE% ; - cmagkoBa/Bpo[:KeHa IIaTOJIOTis / BPOJKEeHi Bamu
PO3BUTKY / 3aTpuMKa po3Butky— 30,2+4,0SE% ;

2) nmjaadyBaHHA BariTHocTi, Oesmaigga — 29,5+4,0SE% ;

3) mpeiMmaaHTalliiiHa TIeHeTHWYHa MJiarHOCTHKAa eMOpioHiB —
10,1+2,7SE% .

3a pe3yJabTaTH I[LOTO MOCJiIKEeHHs, BUSIBJIEHO XapaKTepHi Ta
cuernudiyHi 0cOOJMBOCTI MPOBEAEHHS IIPOIECY MEIUKO-TeHEeTHYHOI'O
KOHCYJBbTYBaHHS, IO € CBOEPIAHMMM IJd YKpaiHW 3 IOTJIALY
COIliaJIbHO-eKOHOMIUHMX IepeayMOB CTaJIOTO PO3BUTKY [AepKaBU B
pPecypcHIX OOMEKEeHHSIX IIPU HAPOIIEeHHI CYCIiJIbHO-IIOJiTHUYHNX
darpo3 i pusmkiB. 3oKpema, JiKapi TeHeTHKU B YKpaiHi €
MIPUXUJIbHIKAMU, 31e0iabIIoro, HeINPEKTUBHOIO CTHJIIO
KOHCYJIbTYBaHHSA —

HeIUPEKTUBHUN (HaJaHHA IallieHTaM MakKcuMyM iH(popmaIrii mpo
reHeTUYHi pu3uKM, O0CO0JUBOCTI Iepebiry/ JiKyBaHHS II€eBHOI
IIaToJIOTiI, CYIIPOBOAY IIAIlieHTiIB, IO Ha Hel CTPaKAaloTh, OJd

160 (Mururernko . O., Bagiok B. M., Mukureaxko B. B., 2019).
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iH(OPMOBAHOTO IPUUHATTSA HaIlieHTaAMU PillleHHSA II[0J0 HeoO0XiMHOCTI
MeIUUYHUX mnpolienyp) — 85,7+5,0SE% ;

MPOMiKHUY (IigBegeHHA NYMKM MAIli€HTIiB Mif IPUAHATTA HUMU
pillleHHA, Ke Jikap BBarkae HanOiabin goiiabauM) — 12,2+4,7SE% ;

IUPEKTUBHUN (IpHU3HAUEHHS MaIlli€eHTaM HeOoOXigMHMX Ha MHOTJISAL
JiKaps MeIWYHHX IIPOIeAyp He3aJeKHO BiJ CTaBJIeHHSA OO I[HOTO
namieHTiB) — 2,0+2,0SE% (craTucTryHO He3HaAUYMMA).

Ciing sasHaumTH, 110, BiAIIOBigHO, 3a pe3yJbTaTaMi aHOHIMHOIO
ONMTYBaHHS, B YKpaiHi 3aluIIaioTbCsa HEPO3POOJeHHMMHU IIUTAHHS
IITOA0 JOCTYHHOCTI IICHMXOJIOTIYHOTO CYIIPOBOAY [JisI XBOPUX Ha
reHeTNYHO 3yMOBJIEHY IIaTOJIOTiI0, HEOOXiJTHICTh YOro BU3HAJIHU aK
cyTTeBUM BimcoTok — 87,56+2,3% pecmoumeHTiB.

PerenbHOro posriasay moTpeOyIOTH TAKOMK 1 eTHUYHiI mpolJiemu,
AK1 BUHUKAIOTh NPU 3alpOBaJKEeHHA TaKOT0 METOHNY, SAK CKPUHIHZ
HOBOHAPOOHCCHUX.

CrtumyJjoM OJd TAKOTO0 COPAMYBAHHSA IOCJJYKHUJIO 3MEHIIEeHHS
IUTAY0l B3aXBOPIOBAHOCTLI Ta CMEPTHOCTI BHACJILOK 3BUYaNHOIL
megiaTpuyHOl IIaToJIorii, pasoM i3 TMM, HOTJIMOMJINCHL 3HAHHSA IIPO,
TaK 3BaHi, YPOIKEHi IIOPYIIeHHs MeTado0Ji3My, fAKi BHHUKAIOTH
BHACJIIIOK 3HUMKEHHA abo BiJCYTHOCTI aKTWMBHOCTiI (HeIOCTaTHOCTI)
TOT'O YU 1HIIOT0 (DEPMEHTY, 110 IPU3BOAUTH A0 NAaTOXIMIUHUX pPeaKIlii
B OpraHi3mi.

I'emeTnuni moxii, a came MyTaIlii KoAyiOUoro reHy BHKJNKAIOTh
reHeTHUYHUN OJOK, 3aMiHy OJHiel aMiHOKHCJIOTH Ha ApPyry, B
MOJILIENITUAHOMY JIAHIIOTY (pepMeHTy, B3MiHy #oro OioxiMiuHmMX
BJIACTHUBOCTEI Ta MOSABY KJIIHIUHOI MaHi()ecTalrii.

Ypom:xerni mopyineHHA MeTaboJisMy — IIe TeHeTHYHO Ta
(heroTumiuno rereporerHi Oiygbmr Hidk 1000 pisHHX 3aXBOpPIOBaHb, AKi
€, BiITHOCHO, piAKMMM B momyJdAIlii. 3arajbHa YacToTa CKJaLga€ II0
pisaum gauum Big 1:500 mo 1:3000 moBOHApPOIKEeHNX, KYMYJIATHUBHA
yactota — 1 Ha 800 HOBOHAPOIKEHUX.

BigmoBigHo mo kJacmpikamisa BHUIIISIOTL TaKUX TPHU TI'PyIn
VPOIKEeHUX IOPYIIeHb MeTalo0Ji3My: IIOPYIIEeHHsS IIPOMisKHOTO
o0MiHy, mOpyIleHHA OioCMHTe3y Ta PO3INeIJIeHHS CKJIATHUX
MOJIEKYJI, nedeKTu MexiaTopiB i moB’saAsadi 3 HuMHU mopyuieHHsa161,
Kiaimiumi mposdABM IIMX 3axXBOPIOBaHb 3 SABJAAIOTHCS, 3a3BUUYAM, Y
cepegHboMYy Bimi 3-4 pokiB, BOHU AysKe PisHOMAaHiTHiI, MiHJAMBI Ta

161 (Hoffman G. F., Zschocke J., 2017).
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HaraJaymoThb 0e3JIiu iHIInX 3aXBOPIOBaHb, IO IIOTPEOYIOTH IIPOBEIeHHA
CKJIQMHOI'O M CHCTeMHOIo AudepeHIiaJbHOIo AiarHoay.

IIpu mpomMy, BUCOKUM iHAEKC KJIIHIUHOI Iigo3pu He € JocTaTHIM,
OCTATOUHHMM [JiarHo3 HEeMOJKJNBO BCTAHOBUTH 0e3 BU3HAUYEeHHS
cuenudiyaoro Oioximiunoro mederty. Pasom i3 TmMmM, paHHE
BUSBJEHHSA TIIATOJIOTil Ta IIpu3HAUeHHsA 3arajbHOI 1 crerugiuyHol
Tepamili MOJKe IIoIepefuTH BUHUKHEHHS VcKJagHeHb. Ilomyk
JaboOpPaTOPHUX TECTiB 3aJJisI BUABJEHHS YPOIKEHHX MeTa0OJIiuHmX
po3JaaiB 0yJio 3aIIPOIOHOBAHO BiKe JOCTATHLO AaBHO. Ilepmiuii Takui
PYTHUHHUMN TecT 0yJio 3acTocoBarHo B 1960 poiri maiizke y BCcix mirarax
CIITA ra geskux KpaiHax €Bponu 3a1js CKPUHIHTY HOBOHAPOIKEHUX
Ha (Qeninkeronypito. Tax, 3okpema, y 1962 pomi P. Maxkkpizi Ta
P. TI'aTpi opranisyBasu 30ip 0JaHKIB i3 (PLABTPYBaJBHOI'O IIamepy 3
CYXUMM IIJIAMaMH KPOBi BiJi KOXXHOT'O HOBOHAPOAKEHOI'0 B IIITATi
Maccauycerc i, BigmoBimHo, TecTyBanm ix Ha (QeHinKeToHYpirol62,
HocigHUKY HaJaJau NTPaKTUYHUM JiKapsaM MOMKJINBICTHL BUABJATU,
3a JOIOMOTOIO0 JaboOpaTOPHMX TEeCTiB, TaKi BPOIKeHi IaToJorii sk
rimorupeos, rimepmJjasid HaIHUPHUKIB, gedinmur OioTumimasm Ta
igmri. I1y1a BCTaHOBJIEHHA JeAKNX TeHeTUUYHUX aHOMAaJill — BpoAsKeHa
BTpaTa CJIyXy, Baaud CepIsd Ta IiHMOIL IIOTPIOHMM € JoJaTKOBE
iHCTpyMeHTaJIbHEe O0CTeKeHH.

3 1poro, ciaig 3asHauuTm, 1o 1me y 1968 pomi, Wilson J. i
Jungner G., mig opyzoro BOO3, po3pobuam mNpuHOUON Ta Kpurepii
IOIIJIBHOCTI CKPHMHIHIOBUX IIporpaM 1 OI[IHKM IX KJIHIYHOTO
noreHnianayl%. OcuoBHi Kpurepii € TakuMmu:

MMOBUHHI OyTm crnenmugpiuri JgareHTHI abo paHHI CHMITOMH
XBOpoOu1; BUABJEHA B IIPOIECi JOCTiMKEHHs IaTOJIOTis Mae BaKJINBeE
KJiHiuHe 3HAueHHdA; HEOOXiZHO MAaTH BiANOBIAHUIN TeCcT MOJaA
BUSBJEHHSA XBOpPOOM; Ileii TecT MOJKJNBO BUKOPHCTOBYBATH Ha
IMONMYJAIINHOMY PiBHi; JJs BCTAHOBJIEHOI IIaToJIOTii po3pobJieHi
MeTOAM JIIKYBaHHS; BUTpPaATH Ha [AglarHo3 Ta JiKyBaHHs IallieHTa
IIOBUHHI eKOHOMiuHO OaJjlaHCyBaTH BiAIIOBiZHO JO MEIMUYHOTO
3abes3neueHHsd, V I[LJIOMY.

HesBaxkaroum Ha Te, IO IIPOMIILIO BxKe Oinbire HixkK 50 pokis, IIi
KpuTepili BBasKalOThCA KOPHUCHUMM, K CKJAQJA0OBI CKPUHIHTOBUX
IIporpaM HOBOHAPOIKEHUX, aje, AesdKi Kpurepili oOroBoproioThCH,
KPUTHUKYIOTHECA Ta MOAMMPIKYIOTHCS, y 3B SA3KY 3 IIOABOI0 HOBUX

162 (MasponyJio T. K., 2014).
163 (Wilson J., Jungner G., 1968).
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TexXHoJoTii. B ocTaHHE OeCcATUIITTS, YV 3B’SA3KY 3 BIPOBAIKEHHSIM
METOOUKN TaHAEeMHOI Mac-CIIeKTPOMETPil, PO3HIMPEHUUN CKPUHIHT
3abe3meunB 3HAUYHUM Iporpec y BUSABJEHHI HeOHATAJBHOI IIaTOJOTiI
Ta cTaB O0OOB’A3KOBHMM €TAIlOM OOCTEXKEeHHs HOBOHAPOIKEHUX V
oinpmiocti kpaim. Taka TexHoJoria 3abesmeuye, OJHOYACHE,
BUABJIeHHA Oinbmr HixK 30 pisHMX IIOpPYyIIEeHb i3 OOMiHY pedyoBUH B
OMHOMY 3pas3Ky, UyTJUBIiCTh 1 coenudiuHicTh I[HOTO METOIY
craHoBuTh mo 99,0% i 99,995%, sBigmoBimHO, agJIa OijbIIoCTi
po3JiafiB aMiHOKMCJIOT, OPraHiuHuX anuaeMii i meeKTiB OKMCHEeHHS
JKUPHUX Kucaorliés,

Ha pganmomy erami, CKPHMHIHI HOBOHAPOMKEHMX CTa€ OLlJBIII
iHQpOpPMATUBHUM Ta POIIINPIOE MAiarHOCTUYHI TOPM3OHTU, 3aBIAKU
BIPOBAIKEHHIO TaKMX HOBITHIX TeXHOJIOTiM, $fAK CeKBeHyBaHHSA
reHomy abo exomy. Ile mo3BoJisic imeHTH(MiIKyBaTU reHETUYHI IPUUYNHN
nmegiaTpuuYHMX XBOPOO OinbIn e(peKTHBHO, HijK TpaguIliiiHi KJiHiuHIi
Ta jJabopaTopHi MmeTomuiés,

BigTak, 3a 7OomOMOrow0 cydacHUX METOAMK MOYKHA BU3HAUUTHU B
IIpeCUMITOMATHYHIN cTamii Taki pigki maTtoJoriyHi craHu, $AK
(eninkeronypisa, xBopoba Ilomme (raikorenos II Tumy) Ta xBopobOa
Kpa66e (ramaxrosinmepamimumii aiminos)!66. ITpusmaemo, 1o came
Hpio-Vlopk y CIIIA 6yB mepmImM IITATOM, Ae 6yJIO 3aIpPOBaIKEHO
CKPUHIHT HOBOHAPOIKEeHMX Ha BUABJIEHHSa xBopodou Kpabdoe.
Crenudiunoi Teparrii mpu 1iit XxBopoOi He icHye, HaxKaJab, ajge 3 2005
POKY, 3 METOI0 YIIOBLJIbBHEHHSA IIPOTPEeCYBaHHA XBOPOOM JIiKapsaMu
3aCTOCOBYETHCS AaJIOTEHHA TPAaHCIJIAHTAIlisI KiCTKOBOrO MO3KYy a0o
IIYIOBMHHOI KPOB1 HaA cTajmii, KOJu IIle He MAae€ IIPOsABIB CUMIITOMIB
I[LOI'0 3aXBOPIOBAHHA67,

HeoOximHo 3azmaumTu, IO KOMKHaA KpaiHa, BUXOAAUYM 13 CBOIX
peaJiiii, 0epyuu J0 yBarm 4acToTy YPOA:KeHOol MeTaboJiuHOoI maToJoril
B perioHax, BIOPOBAIKy€ CBOl HAIliOHAJbHI CKPUMHIHT-TIaHeJ 1 3aaJd
BUSABJIEHHSA TaKMX XBOpoO y HeoHaTaJdbHUII nmepiox. Came Take paHHE
BCTAHOBJICHHSA iarHO3y € BaKJIMBUM i3 TepaleBTUUYHUX IIPUYUNH,
OCKiJIbKM, KJIHIUHMHA Jgiargo3 mJgsa OLJBIIOCTI IMX  XBOPOO

164 (MasponyJio T. K., 2014).

165 (Biesecker L. G., Green R. C., 2014).

166 XBopoba Kpabbe — 1e ayTocomMHa- pelleCMBHA 3 T'PYIX Ji30COMAJbHUX XBOPOO,
piZkicHa Helpo- OereHepaTWBHA MATOJOTiA, IO XapPaKTePU3YETHCA YPaKeHHAM
MieJIiHOBUX OOOJIOHOK HEPBOBMX BOJIOKOH, HEBPOJIOTIUHMMM IOPYIIEHHAMU Ta
HECHPUATIUBUM IIPOTHO30M.

167 (Simon N. J., Richardson J., Ahmad. A., 2019).
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BCTAHOBJIIOEThCA Y 3-4 POKU, KOJU Bigdyjauch B OpraHiami BiKe
HEe3BOPOTH1 3MiHH, AKl INPOSABIAIOTHCA 3HAUHUMM YCKJIAAHEHHSIMU.
3axBOpIOBaHHA, OOyMOBJIEHI  MOpyIIeHHAMU  OiocuHTe3y  Ta
PO3IIEeNJeHHS CKJAIHUX MOJEeKYJ, KJIIHIYHO NIpOoABJIAIOTL ceode,
paHimi, i3 BUpPa’KeHOI CHUMITOMATHUKOIO, IO 3a0e3meduye paHHE
BCTAHOBJIEHHs JiarHO3y Ta IIPHM3HAUEHHS JiIKYBaHHS — CHeIllaJbHa
Iiera, TpaHCILJIaHTAIlld NMEeUYiHKHM, 3aMicHa Tepamis Ko-(pakTopaMu Ta
inmel6s,

ITopsan i3 mum, 3acBiguMMoO, IO JIIB0COMHI XBOPOOM HAKOINUYEHHS
XapaKkTepua3yoThCA CHUMITOMaMX B OijgbIl IisHbOMY Bimi 3
cruerniiuauMu IPOsABaMMU. 3aBIsIKH ITOCATHEHDb Cy4YacHHUX
010TeXHOJIOTIH IIMM XBOPHM IIPOBOAUTLCS BiyKe 3aMicHA eH3MMaTUYHa
repamial®?, IlinkomM apryMeHTOBaHO, II[0 YPOIKEHHI MeTaboJiuHi
XBopoOu MaliThL OyTH BUABJIEHI AKOMOTra paHimie, IIe OO0 II0ABU
He3BOpoTHUX 3MiH. Came 1eil (GaKT i IIOACHIOE CTBOPEHHS TPEHIY
PO3IINPEHOr0 CKPUHIHTIY HOBOHAPOIXKEHUX, AKUN Ma€e JOCUTh JOBIY
icTOpil0 Ta CJAYXKUTh MNOTYKHUM I1IHCTPYMEHTOM BHUABJIEHHS ITUX
XBOpPUX Ha ImIpecMIToMaTuuHint crtamii. Ilopax i3 muM, BiH TaKOMXK
IormoMarae IIPOTHO3YBaTU cTaTyCc  POANHU Ta  IIOZAJIbIIi
PEeNpOAYKTHUBHI IIEPCIEeKTHUBU, BiJHOCHO YPOIKEHUX <«IIOMUJIOK»
Merabosisamy. A, mepmuii eTam giarHOCTYBaHHSA, Mae OyTu
IIpeAcTaBJeHNN caMe KJAaCMYHMMH MeTOAMKaMM  BU3HAUEHHS
deHinKeTOHYPII, YPOIKEHOTO rirmoTupeosy, rajakTosemii,
MYKOIIOJIicaxapifo3y, ToMOIIuCTHHYPil, gedimuTy O0ioTmHigasm TOIIO.
BropoBam:keHHs MeETOOMKM TaHAEeMHOI Mac-CIIeKTpOMeTpil HazaJio
MOMKJINBICTh OiJBII [EeTaJbHO BUABJIATH YPOAKEHY MeTaboJiuHy
IIaTOJIOTiI0, ajie IIi MeTOOMKMN HaJaloTh IIeBHY YacTOTy XUMOHUX
pes3yJIbTaTiB Ta iIeHTUPIKYIOTh V AiTel IIO3UTUBHI pe3yJbTaTu.

Y 3B’A3KYy 3 IIUM, 3aJJd OCTATOUYHOI'0 AiarHosdy, mJd OAesIKuX
cTaHiB, MOTPiOeH MOJEKyJIApHUUA aHaais. Tomy, oA HEOHATAJHLHOTO
CKPUHIHTY OyJIO 3aIIpOBaJ;KeHO TEeXHOJIOTiI0 'eHOMHOT'O0 CKPUHIHTY 3
OlJIBIN INWPOKMMM JiarHOCTHUUYHMMM Jialla3oHaMH — MOMKJIUBICTH
TeCTyBaHHA, OJHOYACHO, OaraTo 3aXxBOPIOBaHb. a He ONHY CIeln(piuny
IIaToJIOTiI0, igJeHTu(dikyBaTu BapiaHTU TI'€eHOMY, BCTAaHOBUTU YU BiH
Mae abo He wmae maroJsoriiol’, Ile Oy 3HaAUHHII IIPOPUB Y

168 (José Simon Camelo J.,. 2017; Wilcken B., 2010).

169 (Matern D., Gavrilov D., Oglesbee D., Raymond K., Rinaldo P., Tortorelli S.,
2015).

170 (Simon N. J., Richardson J., Ahmad A., 2019).
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HeoHATaJbHOMY CKPHUHIHIY, OCKiJIbKU, IIi METOAWKHN HaJgaJlu
MOKJIMBICTL BUABJATU PpPaHIII HeBigomi ypoa:keHI wmeTabosiuHi
IIOPYIIeHHsA, iAeHTH(iIKyBaTu IiHIII TreHeTWYHI Bapiamii y opgHiel
oco0u, a TaKOK i y UJIeHiB POAUHU.

Hocaig:xeHHA B 00JaCTi TeHOMY JIIOAUHU IIOPOIKYIOTh CEepio3Hi
etuuHi mpobsemu. Tak, i3 1985 poKy, Kou ImodYaBCs IIPOEKT I'€HOMY
JioguHM, OyJja BigoMa JokaJisamis, mpubamsuo, 700 reHis,
BiITIOBiJaIbHUX 3a I'PYHH KPOBi, AesdKi hepMeHTH, CTPYKTYPHI Oiaku
Ta iHmi peuoBuHu. 3a pgomnomoror JIHK wmapkepiB, mim uyac
KapTyBaHHS TeHiB, BJaJiocd BUABUTU TIeH xopei ['eHTiHrrona y
1983 pormi. IHIIIE KIIiHIUHE 3aCTOCYBaHHS I'eHHIUX KapT AJsd BUBUEHHS
me(eKTUBHUX TeHiB 3HaANIIOB MeTOJ MO3UIIIMHOro KJIOHYBaHHS,
3aBIAKN AKOMY Oyam Bepu(pikoBaHi HAaCTYIIHI 3aXBOPIOBaHHSI:
XPOHiUHMII rpamyjsemMaTo3d i M a3o0Ba pguctpodis [omeHHa — Yy
1986 pori; peruHobaacToMa i MyKoBiciimmos — y 1989 porri.

Ha miacraBi BUBYUEHHS XPOMOCOM, CTPYKTYPH TOCJiZOBHOCTI
IIHK Ta reHeTUYHOro KapTyBaHHA, 3 ABUJIACH MOMKJIUBICTHL IJId
BijoOparkeHHsa aHATOMil JIOACBKOrO I'eHOMY, IO TpaHC(hOPMYyBaJIOCHd
y MiXKHapOOHUUM MPOEKT HAayKOBUMX MIOCHig:KeHb i3 Ha3Boio Human
Genome Project (HGP - IIpoekT renomy Jironunam). Ile mpoekT ABIse
co00I0 KyJbMiHAI[il0 HAYKOBUX MOCJIi)KeHb V MEIUUYHilA IreHeTUIl Ta
OyB OMHUM i3 HANOLIBIINX AOCIIAHUIIBKUX IPOEKTIB CyUyacHOl HAyKHU.
MeTa npoekTy — BU3HaUeHHS HYKJeOTHAHUX mocaimoBHocTell [THE,
JOKaJisallis reHiB, IO CKJagaloTh M'eHOM JIOAWHU Ta igeHTU@iKaIisa
ix (pisiojioriuHoi poJi.

Bnepmie HaykoBi mpomosmiiii cTOCOBHO opraxisaiiii momiOHOI
nporpaMmu OyJsm mpexacraBieHi me y 1986 pori. Pasom i3 Twuwm,
TeXHIUHO, I iles 37aBajiacsl YTOIIIUHOIO 3 (piHAHCOBOI TOUYKU 30DV,
OCKiJIbKU, IJISI HOCJiIKeHHs 0ijsd TPhOX MIJLAPAiB HYKJIEOTUIIB, I
CYKYIIHOCTi ycCiX reHiB JloguHM, OyJam HeoOXimHi 3HAUYHiI BUTpAaTH.
Kpim Toro, icmymoum TtexmoJiorii 80-x m03BOJAIM OAHINA JIIOOMHI
BusHauaTu He OiabmI HidK 100 000 mykiaeoTruniB y pik. HesBaskaroun
Ha 1mi ¢axtu, y 1988 pori, Kourpec CIIIA cxBajimB CTBOPEHHSA
aMepPUKaHChKOTO IIPOEKTY MOCJHiMKeHb y IIiifi objacTi, mporpamy
o4oJINB HOOeJiBCchbKUM Jaypeat I»xkeiimc YoTCOH.

IIpoexT «I'eHom JmromuHM», BapricTiIo y 3 wmapxa. moa. CIITA
poanouaBcAa y 1990 pomi 3a miaTpumkm MiHicTepcTBa eHepreTUKM i
Iacturyty oxoponm 3mopo’sa CIITA. Okpim CIITA, mo MiKHaApPOIHOTO
KOHCOPIIiyMy BBiHImmam ydyeHiI 3 pisHuUX Kpain. Ileir mepion
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BiflsBHAUMBCA BHAYHUMM JOCATHEHHAMMN YV TeHEeTHIli, 30KpeMa.
3aBIsAKU TEXHOJIOTII, AKY 3ampornonyBaB y 1983 pori amepuKkaHChKUHI
obioximik K. Mroauaic, 3’aBuiacsa TeopeTHuHa 0Oasa OJA CTBOPEHHS
MeTony, 1o maB 3mory aminiigikyBatu JITHK mixg uac 6araropasoBux
IIOCJIiJOBHUX MOABOEHD Buximuoi moaekyau [THEK.

MeTon Oyjso Has3BaHO IOJiMepasHa JAHIIIOTOBA pPeakKIlisg. AKa
Io3BOoJA€ 3 MiKpockomiuHux Kijgbkocteir [IHK 3a kinbka roauu
omep:katu oocar HHK, mgocraTHiii mas reHeTuuyHOro amajisyl?l,
Tako:x OyJi0O CTBOPEHO amapaTw, 3JaTHi CeKBEeHyBaTu OO0 35 MJIH.
IMOCTiJOBHOCTE HYKJIeoTuAiB y pik. CyTs mnporpamu «I'emom
JIOOUHW» HOJAraja y HaCTYOHOMY: CHOYATKY IIPOBOJMJIOCH
KapTyBaHHSA T'eHOMY (BH3HAUEHHS IIOJIO}KEHHS TI'eHa B XPOMOCOMIi),
JOKaJIizaIllisa JesdKUX TeHiB, a Icjad I[boro, CeKBeHYBaHHS
(BudHAueHHsA TOYHOI IOCJiIOBHOCTI HYKJIEOTHUAIB Vy MOJEKYJIi
IMHK)!72, MisxkHapoaHuii KOHCOPI[iyM T'e€HOMY JIOJWHHN IIPeJCTABUB
nepirni pesyiabratu nporpamu «Human Genome Project» y aioTtomy
2001 poxy B xKypHauai «Nature», ase me Oyam He moBHI manil?s,
Hacrymra my06Jikaiiisi, CTOCOBHO pe3yJibTaTiB AOCIiI:KeHHsA, OyJja y
KBiTHI 2003 poKy i oxomaioBaJa Big 50,000 go 140,000 renis.

Toxx, IIporpama «Human Genome Project» € mxepeaom
IeTaJbHOI iH(oOpMAallll IpPo CTPYKTYPY, OpraHiszailito Ta (yHKIIiIO
IMOBHOTO Habopy JmamoacbKkux TreHiB. Ila iHdgopwmariia mnpexncraBise
co00I0 CIIaAKOBY <«iHCTPYKILiIO» [JIsI PO3BUTKY Ta IiCHYBaHHSA
JdioAacbkoi icrorm. Taxmm umHOM, mporpama «Human Genome
Project», ycminmiao poapobJeHa 3aBAAKM MIiXKHAPOIHOI KooIlleparrii,
HajJajia MOJKJMNBICTH BHU3HAUNTH TE€HETHUUYHY CKJIAJAOBY XPOMOCOM
JIIOICBKOI'O Opratisamy, BiZoMy fAK JIIOACHKUI reHom!’¢ Ta BcTaHOBUTHU
IIOBHY T€HETUUYHY KapTy JIIOJAChKUX I'€HiB, II0 € BAXKJIUBUM KPOKOM Y
PO3BUTKY MEAUIIMHM Ta iHIINX ACIEeKTiB OXOPOHU 340pOB A175,

171 TTepra nmy6Jrikaniia 1oso JaHoI peaJiisaliii aJropuTMy MeTOAUKN OyJia HaApyKoBaHAa
B JKypHaJi «Science» y Jsmcromanmi 1985 pomi. Uepes 8 pokis micia miei marwu,
K. Monnic 3a BuHaxia moJsriMmepasHOi JiaHIIOroBoi peakiii orpumaB HobGeniBCbKY
npemiro.

172 TTo 1990 poxy umciio igeHTudikoBanux rexis gocariao 5000, 3 HUX — KapTOBAHO
1825, cexkBenoBaHo — 460.

173 (International Human Genome Sequencing Consortium. Initial sequencing and
analysis of the human genome, 2001).

174 (Venter J. C., 2001).

175 Bpamocsa JIoOKaJisyBaTH I'eHM, 3B d3aHI 3 HAUTSKKMMHU CIAZKOBHUMM XBOpobaMmu,
TaKMMH, SAK xXopes I'eHTiHrToHa, XBopoba AJbIreiiMepa, M s30Ba IUCTPOQPia
HromeHa i iHmmi.
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IlocATHEHHA OCTaHHIX POKiB cBimuaTh Mpo Oe3MerKHi ImpiopuTeTHI
IIePCIeKTUBN MOJIEKYJIAPHOI TeHeTUKU 3aIJsd OIIHKKU 3I0POB’d
JIOOUHN, TOHIYKY aHoMaJii 1, BiAIIOBiZHO, YIOCKOHAJEHHIO
TepalneBTUYHUX II1IXO0IiB.

Paszom i3 TumM, B mpoleci BUBUEHHsS TI'€HOMY JIOAWHM, BUHUKAaE
0e3siu eTMYHMUX Ta IIPABOBHX KOJIi3iHl, AKi, B OLIBIIIOCTI BHIIAIKIiB,
BUKJINKAIOTh 3aHEIOKoeHHA. Ha 1e 3BepHyJam yBary He TiIbKU
TOCJIITHUKM, (paxiBmi y coepl KJIIHIUHOI TeHEeTHUKU, ajie U HIMpoKa
cBiToBa cmiabHOTa. A, camMe: XTO Ta 3 fAKOIO METOI IIOBUHEH
ITPOBOJAUTU TeHeTUYHEe TeCTyBaHHA JIIOJel, KoMy Oyae MOCTyIIHa IIA
inopmalrisg, AK NOBMHHA 30epiraTucs oTpuMaHa iH@opMallid, AKUM
YMHOM MOJKJNBO BHUKOPHCTOBYBATH OTPHMMAaHI BiIOMOCTi 1IpoO
«I'eHeTUYHUMN IIacIopT», UM Ile He € IIICTaBOIO JAJIA AMCKPMMIiHAaILil
KOHKPEeTHOI ocobu?

HNucKycifini numTaHHsA Ta CcOpoOM MPaABOBOrO IX BUPIIIeHHA
CTOCOBHO mpo0jeM TeHeTHUKU B cHucTeMi OioeTMKM 3HAWILIN
BiloOpasKeHHs Yy MIKHAPOAHMX JOKYMEHTax BiKe 3 IIOUaTKY
3alPOBAIKEHHsI FeHOMHUX JocaimxeHbl?6. BaskimBoro mogiero mais
KOHcCOJIiZaIil BUeHMX, MPEACTAaBHUKIB MJOCIHITHUIIBKMX II€HTPIB,
iHAyCTPil, peryjadaTopiB, cluemiaJaicTiB i3 iHPpoOpMaIiMHUX TE€XHOJIOT1H,
BUAABHUIITB Ta iHIINUX, IO 3aAidH1 y c)epi TeHOMHUX AOCJiAKeHb Ta
ix iMmmiaemeHTallii, SBMJIOCh CTBOPEHHS I'JIO0OAJBHOTO aJbsSHCY V cdepi
reHoMiku i oxoporu 3mopoB’al?’. Moro 3aBmaHHA mOJSATae, 30KpeMa,
y @QOopMyBaHHI IIPaKTHUYHO OPi€HTOBAHOI'O MiATIPYHTA  3adJsd
BiAIIOBiaJIbHOI'O BiJHOIIIEHHSA IO T€HOMHUX JOCJIiIKeHb, a TAKOMXK IX
pe3yJIbTaTiB, SKi MAlOTh CYTTEBE BiIHOIIEHHS M0 3A0POB’S JIIOAWHIU.
Excnepru miaroryBajau Ta BugajJu JOKYMeEHT mia Has3Boio «KoHmemnisa
BiAImoBigaJbHOTO  OOMiHY TeHOMHMMHN  JaHMMH 1  JaHUMH,
II0B’ A3aHUMU 3i 3I0POB’ AM JIIoguHMI» 178, Bin MicTUTB
dbyHZaMeHTa/JbHI HOPUHIWIN Ta  KJOYOBL eJeMeHTU  IIOJ0
3abesmnmeueHHA IIpaB Malli€HTa, MpoIllecyaJbHOI CcIpaBeIJJnBOCTI,
0CO0JIMBO, B YMOBAaX BIIPOBAIKEHHS IPOTPECUBHUX TEXHOJIOTiil, He

176 Bermuda Principles on Human Genome Sequencing (1996), Universal Declaration
on the Human Genome and Human Rights (UNESCO, 1997), Statement on Human
Genomic Databases (HUGO, Ethics Committee, 2002), Declaration of Ethical
Considerations regarding Health Databases (WMA, 2002), European Society of
Human Genetics: Data Storage and DNA Banking for Biomedical Research (ESHG,
2003), Universal Declaration on Bioethics and Human Rights (UNESCO, 2005) Ta
immmi.

177 (Global Alliance for Genomics and Health GA4GH).

178 (“Framework for Responsible Sharing of Genomic and Health-Related Data”).
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IOIIYINeHHs AUCKPUMIiHAIil, BTpyYaHb B mpuBaTHe KUTTA. Odiiiina
BepPCis JaHOro JOKYMEHTAa IpejcTaBjeHa aHIIiiiICbKOI MOBOO.179

Toxk, 3amada OOI'PYHTYBaHHS [IOIiJIBHOCTLI CTBOPEHHS IIHOIO
TOKYMEHTY IIOKJIaZJeHO apryMeHTallilo, 3acHOBaHYy Ha TOMY, IIIO
dbyHZaMeHTaNbHI JOCTIAMKEHHS Y Trajly3l TeHeTUKU € PYIIiNHOI0
CHJIOIO HAyKOBOT'O IIPOTrpecy Ta I1X MOPaAKTUUYHOTO 3aCTOCYBaHHS B
MeguuHin nmpakTtuili. KoHmenmia 0asyeTbcad Ha IIOJOMKEHHAX
«[lexnapamnii npaB Jgogunuau, 1948 poky (crt. 27), 1m0 rapanTye mpaBo
KOXKHOI JIIOAWHM <«OpHUMMAaTH ydyacThb B HAYKOBOMY IIporpeci ra
KOPHCTYBaTHCS 1Oro 0JaraMm», pa3oM 3 TUM, «3aXUCT MOPaJbHUX Ta
MaTepiaJbHUX 1HTEPECiB, AKi € pe3yJIbTaTOM HAYKOBUX MOCJIiIKEHb» .
Mera miei Kounenmii — me HagaHHA CYKYIHOCTI IPUHIIMIIIB Ta HOPM
IJIsT BigmoBimaabHOTO OOMiHY TeHOMHMMH JaHUMH, SAKi MaioThb
BiTHOIIIEHHSA OO0 B3A0pOoB’A JIIOAWHM, 3 BKJOUEHHAM MeIMYHOI
iH(pbopMaIril Ta iHIIIKUX BiIOMOCTEM, 1110 MalOTh IPOTHOCTUYHY IIIHHICTH
3aJJIsI BUPIIIeHHS IIPIOPHUTETHUX 3aBIaHb Yy cdepi OoXOopoHU
3mopoB’al180,

B ocooBy KoHnenmii mnokJameHO TIIOJOKEHHS MIiXKHaAPOIHUX
KOHBEHIIII, KOJEeKCiB, HAIlOHAJbHUX 3aKOHOJABCTB, IIiI3aKOHHUX
aKTiB, IO perJlaMeHTyIoTh IpaBa JoaumHu. IlpaBa JgoogmHN
PO3TJIALAIOTHLCA SAK HaWOIJbII 3HAUMMi, B3a€MHO [JOIIOBHEHI Ta
IIOB’sI3aHi, TOMY IIIO IX TOJIOBHA XapaKTepHUCTHUKa — IIOBaKaHHSA
JIOJAChKOI  TigHOCTI. BaxxauBum €  Te, 110 «Kouneniia
BiAIIOBigaJbHOTO  OOMiHY TeHOMHMMHN  JaHMMH 1  JaHUMH,
IIOB’SI3aHUMMU 3i 3J0POB’AM JIOAUHN», FapMOHiI3ye IJsd BCiX I'pym Ta
TOCJIIITHUIIBKUX IIeHTPiB (pyHIZaMeHTaJbHI NPUHIIMIN NIPOBEeIeHHS
TOCJILI;KeHb Ta HarJddgAy 3a CHCTeMaMM HayKOBUX JaHMX Ha BCiX
eramax TeHOMHUHX PO3PO0OK, i3 orasngy Ha Te, IO Iell HayKOBUM
HAIIPAMOK € IpeaMeToM 3HAuHOI yBarm OaraTboxX BueHmx!8l,
INoKTpUHAJIBHUN MTOKYMEHT, a, came, «KoHIenmisa BigmoBimaabHOTO
OOMiHY T€eHOMHUMH! JAaHMMH i JaHWUMM, HOB’A3aHUMM 3i 3T0POB’SIM

179 (Framework for Responsible Sharing of Genomic and Health-Related Data, 2014).

180 (Knoppers B. M., 2014).

181 3a3HAUMMO, II10 ¥ IIOMY JOKYMEHTI HaroJIOIYEThCA IIPiOPUTETHUM IIPABOM JIIOAUHU
— MOJKJIMBICTh KOPHUCTYBATHUCA pe3yJibTaTaMU HAYKOBOTO IIPOTPECY, a TaKoXK
000B’A3KHY BiANOBiJaIbHINX 3a HAYKOBL JOCTiKeHHA HaJaBaTH JOCTYII 1O FeHOMHUX
ITaHUX, CIIPOMOXKHICTH iX 00MiHy. KoHmenmia mpusHae mpaBa AOCTiTHUKIB, AK
BHECJIM BKJIAJ, B HAYKOBi JOCTig:KeHHd 10 i temaruii. Tak, 3okpema, y KoHiemrii
TaKOX BiITBOPEHO 3BEpPHEHHS OO0 JeP:KaBHUX OpPraHiB, CIIOHCOPiB, IIPEACTABHUKIB
iEgycTpii, BHUAABHUIITB MOJA CTBOPEHHS MiKHAPOJHOIO CepemoBHUINa 3 MEeTOIO
BiZIIOBiZaJIbHOrO OOMiHY HAHUMMU.
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JIOOUHNW» Ma€ BeJIKe 3HaueHHs, OCKLJIbKM, IIIJKPEcJIIoE Bce
3pocTarounii 00cAr o00B’A3KiB y Iiii cdepi, BU3HaAUAE IMOJITHYHI Ta
IIPaBOBi MeXKi, AKi 3acCHOBaHiI Ha MOpPAJbHUX NPUHIUNAX OioeTHUKH,
TaKMM UYMHOM 3abe3meuye HaAiliHY Ta CIPaBeIJIIBY OCHOBY
KepyBaHHsa oOMiHoM remomamm panumu. lIlomosxkenHsa Kormemrii
CIIPOMOKHiI (opMyBaTu BiAIOBigaJlbHy IOBEIIHKY BUYEHUX IIpU
IIPOBeIeHH]I (pyHIaMeHTaJbHUX Ta KJIIHIYHUX [OOCJHiIKeHb V
MeIUUYHil rederuni. 3a mojsokeHHAMU Iiei Kounemnii, mocaigHukm;
MaiOTh OO0OB’SIBKOBO HJOTPUMYBATHCA HOPMATHUBHO-IPABOBUX AaKTiB
CTOCOBHO HEAOTOPKAHOCTI NPHMBATHOTO MKUTTA JIIOAUHU Ta 3aXUCTY
IaHUX TeHeTWYHOTro MJOCJimKeHHs. A, 3aajada rapaHTyBaHHS
KOoH(pimeHIiITHOCTI, CJIi 3acTOCOBYBATH 3ac0o0M, AKi € BiAIIOBigHMMH,
II0 XapaKTepy, HaToJIoril Ta MOXKJIMBOCTI BUKOPUCTAaHHA iH(popMaIrii,
AKa Moxke Oyrm imeHTm(ikoBama abo K 3aKoJoBaHa Ta
aHOHiIMi30oBaHa.

He Bukaukae cymuiBy 1 TOoM (hakt, 1o JIHK-TecTtyBaHHA MOKe
IIPOBOAMTHCA JINIIE TIIicJas OTPuUMaHHA 1H(GOPMOBAHOI 3roAM Bif
TOCJIII;KYyBaHOTO, TOMK, CJiJ MaTH [OO3BiJI Ha BUKOPUCTAHHS
pe3yJIbTaTiB JOCIiMKeHHdA; 3a00poHeHa AUCKpPHUMiHAaIlid Ha migcraBi
FeHeTUUYHUX XapaKTepPUMCTUK JIIOOMHMN, TeCTH Ha TeHeTHUYHe
3aXBOPIOBAHHA a00 CXMJIBHOCTI 10 HHOTO IIOBHHHI CIIYKUTU TiJIbKU
OXOPOHi 340POB’A JIOACTBA.

PoGoua ocBiTHa rpyma, MeTra SKOI — TreHeTHKa Y KJIIHIUHINA
IIpakKTuIli, a camMe, TeHOMHI [JOCIiIKeHHs, HaJApyKyBaja B
odilitHOMYy KypHaJi aMepUKaHCBhKOTO KOJEIXKY MeIUUYHUX
reHeTUKiB CTaTTIO, 3a AKOIO OOI'PYHTOBAHO IOILJIBHICTD
VIOCKOHAJIEHHS KOHIemIlili imdgopmoBaHOi 3rogzm mJjasd ocib, aki
iJJIATaI0Th JOCJimyKeHH!0182, ABTOpM KOHCTATYIOTHL IIPO Te€, IIO
iHTepIpeTalisa pe3yJbTaTiB I'€HOMHOTO IOCJiM;KEeHHA 3aJUMNIA€ThCS
CKJIAQJHOIO, HEMOJKJMBO, IITO0 okpema Jaboparopia abo mocaigHUK
poOMB OCTATOYHI BHMCHOBKM IIOJAO TeHIB B TeHOMi, IIOTpiOHa
KooIlepallid Ta cCyMicHa cHiBOpalld BUeHHUX.

Tako:, y poOOTi HaAroJIomryeThcad Ha TOMY, IO IIAIli€EHTH He
3aBXKIU PO3YMilOTh TeHeTHUYHY iH(opMaIllifo, TOMYy IO PiBeHb IxX
00i3HAHOCTI BiApPiBHAETHCA i BOHM HOTPEOYIOTH OLJBII AeTaJIbHOTO
IMosACHeHHs. 3 oryany Ha 1ie, rpyna «The Clinical Genome Resource
(ClinGen)» pospobunia Gopmy iH(poOpMOBaHOI 3roau, sSKa MiCTHUTHCS

182 (Riggs E. R., Azzariti D. R., Niehaus A., 2018).
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Ha OJHill CTOpiHIIL, a TaKoX JO0JaTKOBO IIpe3eHTyBajla Ha cauTi
oprasisarii online Bizmeo 3 iH(opmMmalieo 1040 KJIIOUYOBUX IOJOYKEHb
IOCTiI)KEeHHs, IIPO IIepeBaru Ta PUBNUKM OTPUMAaHUX pe3yJbTaTax
FeHOMHOT'O JOCJIiI’KeHHA. ABTOpPHM CcHOAIBaluCs, M0 3 TOJaHHSA
iHopmaIlrii y BUIJIAAL HAYKOBUX [IKepej, 3HAYHO POINIUPUTHLCS
VABJEHHA 1 caMuX IIAIli€HTiB HIPO CcydYacHi JOCATHEHHS TIeHeTuKH,
IMIOKPAIIUThCA PiBEHBL CYCIiJILCTBA Y c(hepi OXOPOHM 30POB’.

BrupomoB:k ychoro mmepioay 3anpoBaiKeHHSA TeHOMHOT'O CKPUHIHTY
HOBOHAPO/KEHUX  MOJA  BUABJIEHHA  YPOIKEHUX  CIAIKOBUX
MeTaboJiuHMX 3aXBOPIOBaHbL, BUHUKAJIHN €TUYHI Ta ICHUXOCOIiaJIbHi
InjieMu, sKi 1moTpeOyBajJu CBOTO TJyMaueHHs Ta HaraJbHOTO
BupimieHHsa. JlocuTh cymepeuwsiMBUM € NHUTAHHA CTOCOBHO BUOOPY
TEeCTiB JJid BKJIOUEHHS 0 IIaHeJIl CKPUHIHTY.

3rigzHo KpuTepiaM, aKi Oyam sanpomomoBaHi Wilson J,
Jungner G. e y 1968 pori, B sKocTi 000B’sI3KOBOT'O TE€CTy IIOBHUHHI
Oyt Ti, IO BHUABJISIOTH CHAAKOBY VPOIKEHY MeTaboiuHy
IIaTOJIOTiI0, SKa MiAJadArae KOpeKIlii. ¥ IIboMy KOHTEKCTI IpHUBEpPTae
yBary HaykoBa pobOora ¢axiBiiiB i3 HimepimaHngiB, AKi IPOCIEKTHUBHO
BHBYAJIN IYMKY OAThbKiB CTOCOBHO HEOHATAJbLHOIO CKPUHIHTY, a caMe,
BKJIIOUEHHS TECTiB IJIs KypabeJIbHUX Ta HEeKypabeJIbHUX XBOPo0183,
Y crarTi BigsHauaeThcda, 1m0 B Hizepaamgax i3 2007 poxry
HallioHaJIbHa CKPHHIHroBa 1mporpamMa BKJoO4Yae Big 38 mo 17
FeHeTUYHUX IOPYIIeHb, 3Ae0iabIllle TUX, IO JiKyTbhcs. PimmeHHd,
CTOCOBHO BKJIIOUEHHS AOJATKOBO iHIIIMX TecTiB, 0a3yeThcsi, B3araJii,
Ha IIopajlaX eKCIepTiB.

IIpu 1mpomy, aymMKa OaTbKiB 3aaumniaeTbcAd He Bigomor. [lo
TocJaimxeHHs O0yJyo BKJaoueHo 1631 pecmougenTis, 259 i3 Hux, Oyam
BUKJIOUeHi. PecnmoHgenTu mnorkasajnm NIO3UTHBHE BiJHOIIEHHS IO
BKJIIOUEHHS B HeOHaTaJbHUIN HaIiOHAJbHUIN. CKPUHIHTI TECTiB OJs
BUSABJICHHS 3axXBOPIOBAaHL 13 HeeeKTUBHUM JiKyBaHHAM a0o0
BiICYTHICTIO JIIKYBaHHA B AUTAYOMY BiIi. BaTbKu, AKiI BiKe MaIu
niTeii, Oyau OiJIbINI HAJAIIITOBAHI IO BiIHOIIIEHHIO 4O He KypabeJabHuX
XBOpPO00, IO IIOSACHIOETHLCSA THM, IIIO OTPHMMAaHAa B XOOi MOCIiIKeHHS
indopmallia pgomomo:ke imM 3poduTH, Yy MANOYTHHBOMY, S3BasKeHUN
penponyKTuBHUN BuOip. IloApy:K:KA MOKe TIPOUTH MeIUKO-
reHeTUYHe OOCTeKeHHsS 3 MOMKJHMBICTIO IIPEeHaTaJbHOI MiarHOCTUKU
IIPY HACTYIHUX BariTHOCTAX.

183 (Plass A. M. K., Geertruida van E. L. C., Pieters T. et al., 2010).
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BesaymoBHO, BuOip TecTiB mAJiT HeOHATAJIbHOI IaHeJ i [gy:Ke
BifTIOBigasbHe B3aBHaHHA 1 MOro MOBHMHHI poOuTu cepTudikoBaHi
(daxiBii (KJIiHiUYHI reHEeTHKU, MOJIEKYJIAPHI reHeTUKU, cIelliaricTu 3
MEeIUYHOTO0 TeHEeTMYHOro KOHCYJLTYBaHHsS Ta 0OioeTuku) i3
IIPeACTABHUKAMU CYCIIIJIBHHX OPraHiB OXOpoHH 340poB’saldt, Jleaxi
TOCJIITHUKYN IIPUIYCKAIOTh, IO ICHY€ PIi3HUIIA MiK HeOHATaJbHUM
CKPUHIHIOM Ta CKPUHIHIOM HOBOHapPOMIKeHUX (newborn screening
and the screening of newborns)!8, VY mnepmomy BapianTi,
POBTIALAIOTEL MOCHIMMKEHHS, IO BHUABJAIOTL IIATOJIOTII0 AUTSIUOTO
BiKy, a, y JOpyromy — MAaOTh Ha yBasdi XBOopoOU 3 KJIiHiUYHOIO
MaHiecTamiero y OgOpPoOCauX BIPOAOBXK KuUTTA. 3 2010 pokry
JiKapAMH IIPOIOHYEThCS CEeKBEeHYBAaHHA Te€HOMY He TiJIbKU $AK
IIporpamMa CKPMHIHIY, ajile M [OJid BCTAHOBJEHHS [OlarHoly y XBOpOl
OIUTUHN, Yy SKOI HEeMOJKJMBO BU3HAUNTH XBOPOO, MAaOUM TiJIbKU
pe3yJIbTaTH CTAHJAPTHUX 3araJIbHONPUNHATUX JOCJiIKeHb.186

Y ninn  BigmomimHOCTi, MiHapogHUII TJ00AJBHUN aJbsIHC
FeHeTUKM Ta 3J0POB’s, IO IIPEACTaBJIAE CO00I0 00’e€mHAHHS OiJIBII
Hixk 400 mpalliBHUKIB OXOPOHHM 3J0POB’s, BUEHUX, IPEJICTABHUKIB
iHQopMaIliiHUX TEeXHOJIOTili, pa3oM 13 TOBApHUCTBOM IeaiaTpiB Ta
Pobouoio rpymnoio 3 eTUKM, pO3po0mIa peKoMeHgallili, aKi npucsadeHi
POBTIIAAY MEAUUYHUX, COIIIAJIbHUX Ta eTUYHUX aCIeKTiB 3aCTOCYBaHHS
IeHOMHOI'0 CKPUHIHI'Y HOBOHAPOLKeHnX 187,

3aJlyueHHA TIe€HOMHOT'O CEeKBEeHYBaHHsS  HaJa€  BeJIMUYe3Hi
MOJKJIMBOCTi BUABJIEHHSA, IIONEPEIKEeHHA Ta e(peKTUBHOIO JIiKyBaHHSA
nmeJiaTPUUYHUX  3aXBOPIOBaHL, OKpPiM TOro 3a  JOIOMOTOIO
CeKBEHYBaHHS T'e€HOMY  MOJMKJMBO OTPUMATHU iHAUBiAyaJbHY
iHopmailiito mpo KoOKHY auTtuny. IlomynanmiiHuii CcKpPUHIHTD i3
nmpogisakTuKkm abo JIiKyBaHHA CepHO3HMX XBOpPoO B memiarTpil
BM3HAHO HAMNOIJBINT YCIIINIHMM IIPOEKTOM CYCHiJIBHOI CHCTEMU
oxopoHu 3mopoB’al®®, Mailxke, KOKHaA [AUTHMHA, Y OLJIBIIOCTI
PO3BUHYTHUX KpaiH, IIigadarae TeHeTUUYHOMY CKPHUHIHTY IJd
BUABJEHHA XBOpoO i3 paHHIM IIOYaTKOM 3aXBOPIOBAaHHA, $AKi
MIPU3BOAATH OO 1HBaJigHOCTLI Ta HaBiTHL cMmepri. IlepeBaroio 1mbLOTO

184 (Solomon B. D., Hadley D. W., Pineda-Alvarez D. E. et al., 2012).

185 (Botkin J. R., Rothwell E., 2016).

186 (Lantos J. D., 2019).

187 (Friedman J. M., Cornel M. C., Goldenberg A., Lister K. J., Sénécal K.,
Vears D. F. and The Global Alliance for Genomics and Health Regulatory and
Ethics Working Group Paediatric Task Team, 2017).

188 (Berry S. A., 2015).

-148 -



Posain il
bioetnka B cuctemMi MEANYHOT rEHEeTUKN

MeTOoAy € Tou (pakT, IO 3pas3Km KpPOBi, AKI oOTpuMaHiI IIpu
MIOMYJAIIMNHOMY CKPUHIHI'Y HOBOHapO/IKEeHUX, 30epiraroTbcd.
PesynabTaTu gocaigKeHHA 3aHOCATH OO0 €JIeKTPOHHOI KapTKU IUTUHU,
peecTpyoThCcs i, NOpm  HEOOXIZTHOCTi, BUKOPHCTOBYIOTHCA V
MMOAJILIIIOMY *KHUTTi IIPU CIOCTepesKeHHiI abo JjgikyBamui. IIporpama
CKPUHIHTY HOBOHAPO/IKEHUX, IIT0 IPOBOAUTHCS 3TiTHO IIPOTOKOJIY, Ha
MONYJAIIMHOMY PiBHi, 0e3yMOBHO, HaJae 3HAUHI IPiopuTETH IIOHO0
BHMKEHHS 3aXBOPIOBAHOCTLI Ta CMEPTHOCTI BiJHOCHO Ti€l ImaToJiorii,
AKa OOCJimKyeThes, Pasom i3 TuM, 3a3HaUYMMO: BOHA TaKOXK IigHiIMae
0e3J1iu cepiio3HUX MEAUUYHUX, eTUUYHUX Ta COIiaJbHUX NUTAHbD.

Ilo mepmie, nmepen iMmJaeMeHTAIli€l0 II€BHOI MporpaMu CKPUHIHTY
IOILILHO  HAZaTH  KJIIHIYHY  HeoOXigHicTh Ta  eKOHOMiuHe
oO0rpyHTyBaHHA. llA cucrema IOBMHHA BKJIOUYATH OLJBIIICTH, Aa,
OIITUMAaJbHO, HaBiTh, BCi ejieMeHTH: iH(POPMYBaHHS POAUHU IIPO
MaliOyTHE TeCcTyBaHHSA, OTPUMAaHHA iHGPOPMOBAHOI 3T0I1, BUJIYUYEHHSA
3pas3KiB Ta INPOBEAeHHA MOCJiAKeHHs, iHTepIpeTralis pel3yJbTaTiB,
irpopmyBaHHA OAThKiB a00 OIiIKYHIB IPO CKPiH- MO3BUTUBHI Ta CKPiH-
HeTaTHUBHI  pe3yJbTaTH, HaSIBHICTHL 0OMe)KeHb iHTepmperarii
OTPUMAaHUX pPe3yJbTAaTiB, IIPHU3HAUEHHA Ta NPOBEAEeHHSA MTOJATKOBUX
I1arHOCTUYHUX TeCTiB, 3aIIpPoOBaIKEeHHA 3a NOKa3aHHAMU
IPo(PiIaKTUYHOTO Ta JiKYBAJIbHOIO MEHEIXKMeHTy 89,

OpHe 3 HaNOLABIN IPOOJIEMATUUYHMX IINTaHb, IIPU ILJIAHYBaHHI
CKPUHIHTYy JOUTHUHU €: 4YM OTPUMyBaTm y OaTbKiB m03BiI Ha
ITPOBeeHHA TaKoro ooOcre:xeHHsA. lleaki mporpamMm 3000B’sA3YIOTH
IOCJITHUKIB MaTu iH(pOpPMOBaHY 3roay OaThbKiB, ajie, y IEeBHHUX
BUIAAKaX, BiICYTHICTH TAKOTO JO3BOJIY BUMIPABIOBYIOTH THUM, IO I
IIPOBEEHO caMe B iHTepecax camoi AuTuHH. AJse, ©DOoTpPiOHO
nmam’ ATaT, [0 iH(OpPMOBaHA 3rojJa BiKe YBiHIIIa B IPaKTUUYHY
MeIUIIMHY, K O000B’A3KOBUII eJeMeHT, TOMY, BiJICYTHiCTBb
iH()OPMOBAHOI 3TOAM MOIIYCKAETHCA JIUIIEe y BUTJAALL «opt out» fAK
BUHSATOK, 3a peJiriiHuMu adbo iHIMUMUN YIIOZ00aHHSIMU.

Tarko:, caig OpaTu mo yBaru i te, 1o, Ha »KaJjb, JedKi OaTbKU He
ITIOBHICTIO PO3YMIiIOTH CYTh JOCJIII;KEHHS, 110 11 BIIJIMBA€E HA OCTATOUYHE
pimenual®, HeobximgHo, 11106 poaguHa, 0e3mocepesHbo, Opaja yuyacThb
y mporpami ckpuHinry. Tomy, cuaixm mgoHecTtu m0 0OaTbKiB IIOBHY

189 (Friedman J. M., Cornel M.C., Goldenberg A., Lister K. J., Sénécal K., Vears D. F.
and The Global Alliance for Genomics and Health Regulatory and Ethics Working
Group Paediatric Task Team., 2017).

190 (Tarini B. A., Goldenberg A. J., 2012).
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iH()opMaIliio, IPOrHOCTUUYHY 3HAUUMICTh OTPUMAaHUX Pe3yJabTaTiB, IIe
He JIuIlle nO0Jsd JUTUHU, ajie W PenpoAyKTUBHUNM BuOip Ha
MaoyTHel91,

IomaTKOBI eTwWuHiI Ta comiajdbHi NOpobjieMy BUHHKAIOTL IIPHU
3aIIPOBA/IKEHHI 1 TeHOMHOIO CeKBEHYBAaHHA y AKOCTI KOMIIOHEHTY
CKPUHIHIOBHX IIPOTpaM, TOMY III0 TeXHOJIOTis Hajgae 3HAYHO OijIbIie
iHgopmailrii mpo ocody, y IMOPiBHAHHI 3 IMONepeIHIiMU MeTOAUKaMu. ¥
3B’SIBKY 3 IIUM, AOYyKe BasKKO i, HaBiTh, HEMOJKJHNBO BUIIPaBIaTU
CKPUHIHI, IO IIpoBemeHO 0e3 mo3Boay OaTbKiB. (00B’sA3KOBOIO
YMOBOIO € JIOCTaTHS, 3po3yMija iH@opMallisg, goBeleHa JiKapeM OO
OaTtpkiB. Ciim 3BepHyTH yBary i Ha Te, IO IIPU iHTepIIpeTalrii
pes3yJabTaTiB CKPUHIHTOBUX IIPOTrpPaM MOMKYTH OyTHM XMOHO-HEraTUBHI
a00 XMOHO-IO3UTUBHI BHCHOBKU. Pi3HiI IOKasHUKHN 3aJjeKaTb Bif
B)KUBAHHSA JIiKiB, IIepeJuBaHHS KpOBi, MeToguKu 300py ImIpod i
nociimxkenHsa. Ha KodXeH iCTUHHO MO3UTHUBHUN pe3yJbTaT CKPUHIHTY
npuxoguTbes 12-60 xubHOo- mo3uTUBHUX peadyabTraTiB. Toxx, JOHIiIbLHO
irpopmyBaTu 0aThbKiB a00 OMiKYHIB IPO CKPiH- MO3UTHUBHI Ta CKPiH-
HeTaTHUBHI pe3yJbTaTHu.

Tak, sokpema, y 2019 pomi Oyso HaAPYKOBAHO pe3yJbTaTH
mociimskenusa aBTopiB Kemper A. R., Knapp A. A., Green N. S. et
al., aki, Ha migcrTaBi cucTeMHOro aHaJidy Oomy0JiKOBaHHMX PO3POOOK,
HaJApyKoBaHuX y mepion iz 1988 pik mo 2009 pik, 3pobuim cipoOdy
OIIiHMTH MOIILJIBHICTL CKPHUHIHIY, AiarHody Ta JiKyBaHHS XBOpPOOU
Kpab6e, sxa OyJaa BKJIIOUeHa [OOJATKOBO V MaHeJb CKPHUHIHTY
HoBOHapo;KeHnx Hpio-Mopkal?2. BuBueHHsA icTopili XBOpoO majo
MOKJIMBICTBH IIPUITYCTUTH, 1110 IIPOBEAeHHA aJOTeHHOI TPaHCILIaHTAaIlil
reMOIIOeTUYHUX KJITUH [JiTAM BILJIMHE Ha PO3BUTOK pPaHHIX
KJIHIYHIX IIPOABiB, IIOKpAaIlae iX MOTOPHI (QYHKIIII Ta nmpusBene OO0
BHMKEHHS AUTAY0l cMepTHocTi. Paszom i3 Tum, Oyiam oTpuManHi i
JiMiTOBaHI JaHI CTOCOBHO SKOCTiI MOTOpPHOI (QYHKIII michasa
TpaHciiagTamnii. I3 agBox mamieHTiB, KoMy OyJia IIpOBeleHa
TPaHCILJIAHTAIlisd KIiCTKOBOIO MO3KY, OJAMH 13 HUX, IIOMEp Bif
VCKJIAAHEeHb. ajle CMEepPTHicTh OyJja, y IijioMy, 3HMKEHa y Il rpymi
XBOPUX.

ABTOpU 3p0o0OMIM BUCHOBOK IIPO Te, IO BiIHOCHO XBOopoOu Kpaboe
icHye HemOCTaTHLO B3HAaHBb IIMOJO0 TOYHOCTI CKPUHIHTY, cTparerii
IIOCTAHOBKM  JiarHo3y, MOOBTOTPHBAJIOTO  IIPOTHO3Y,  BILJINBY

191 (Dhondt J. L., 2010).
192 (Kemper A. R., Knapp A. A., Green N. S. et al., 2019).
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IIO3UTHUBHOTO TEeCTy Ha PpOAMHY, KOPUCTI Ta PHUBUKY JIIKyBaHHA.
EdexTuBHicCTL Ta eTHWYHI IINTAHHSA CTOCOBHO TeCTyBaHHA Ta
JikyBaHHA XBopoOm Kpabba mpexacraBieHI TakoK B nyOJgikaiii
Ehmann P., Lantos J. D., axi BusHaumam, 10 pe3yJbTATU TECTiB
HeomHo3HauHl. Tak, gesakKi mgiTu, He3Bakalouylu HAa IIO3UTUBHUIN TECT,
3aJINIIATNCE acuMOToMaTuyHuMul?3, Byjio He 3po3yMijsio, UM BOHU
OyayTh acMMITOMATUYHMMMN HAa3aBXJIM — i, TOAi TecT mOTPiOHO
BU3HATH, AK XNOHO-NMO3UTHUBHUM. Um Bce K, y HHUX 3 SBIATHCA
CHUMIITOMHU XBOPOOM.

Ha migcraBi mux I1oJosKeHb, aBTOPU PEeKOMEHAYIOTH BHU3HadaTH,
Yy paHHBOMY Bimi, xBopoOy Kpabbe 3a Oiapmm crnenu@ivyHEM
IIOKAa3HUKOM — IICUXO3WHOM, SKUHN € IOXiZHWMM BiJg TJIIKOJIimigis,
nepesuitye HopMmy B 10-100 pasiB BHaCJiZOK HeIOCTATHOCTL IIpm
IIOMY 3aXBOPIOBaHHI (pepMeHTa rajgaxTornepedposumasu abo Oirka
camosmHa A, Imo W HeOOXigHO mAJA pos3lmisHaBaHHA (epMeHTOM
cyocTpara.

Buxkiaunkae iHTepec Tako i HaykoBa pobora Simon N. J.,
Richardson J., Ahmad A. et al. (2019 pik), aki mociaim:KyBaamu
KOPUCHICTh MHJs KHUTTA Ta BIJIMB Ha AKICTb KUTTEAIAJIBHOCTI
0aTbhbKiB, IIPOBEIEHOI0 Yy HOBOHAPOIMKEHMX TeCTyBaHHSA 3 MeETOIO
BU3HAUEHHS TPLOX TIE€HETHUYHUX XBOP00O: (heHiJIKeTOHypisa, XBopobda
ITomme Ta Kpa66e 3 pisauM nepebirom (JerkmM, IOMipHUM, BasKKIIM)
Ta PidHOIO MaHi(pecTallielo TMOYATKY KJiHiUuHMX mnpoaBiB. [lo
IOCTimyKeHHsI OyJio BKJIOUEHO PEeCHOHJAEHTH 3 HaIlioHaJbHOI
penpesenTaTuBHOl BubOiprml®4., fAx BigsHauamTbh JOCHITHUKH,
BCTAHOBJIEHHSA KOPMCHOCTI paHimt 0yJjo IIpoBeaeHo, 3ae0iabIie, 3amasa
BHUPIIIIeHHS eKOHOMIUHUX IUTaHb, IIPU I[OMY, MAJIO YBaru 3BePTAJIN
Ha eTHUYHi mmpobsieMu. ByJio BCTAaHOBJIEHO 3HUKEHHSA SAKOCTLI KUTTSA
0aTbKiB, IO 3aJeXKaJjio BiJg XBOpoOM AUTHUHM, OCKIJIBKM, UMM OLlJIBIII
TSKKUNA mepedir KJIIHIYHUX NPOABIiB OYyB y AUTHUHU — THUM HUMKUYOIO
OyJia XapaKTepuCTHuKa SIKOCTi KUTTA OATHKIB Ta iXHi IIepCIeKTHUBH.

TakuM UMHOM, IiATBEPAMMO i IIPO Te, IO MEeIUKO-TeHeTHUYHEe
TeCTyBaHHSA, B HAIIl 4Yac, IIOCiJla€ Ba)KJIMBe MicClle B CUCTEMi OXOPOHU
3I0POB’A, 110 YyOe3meueHO MOAAJBIIMM CTAJIUM PO3BUTKOM i
CTAHOBJIEHHAM HOBITHIX KOHIIENITYAJbHHX 3acaj] CydYacHOI MeIMYHOI
OioeTuKmM.

193 (Ehmann P., Lantos J. D., 2019).
194 (Simon N. J., Richardson J., Ahmad A. et al., 2019).
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3HauHi iHPOopMaTUBHI MOKJINBOCTi, CTOCOBHO PAHHLOI'O JiarHO3Y,
HaJalo0Th CyYacHi MeTOAWKMN CKPUHIHI'Y HOBOHAPOIKEHUX, ajie, IIPU
iMIIIeMeHTaIlil iX MOOCATHEHBb CJIiJ BpaxoBYBaTU OedAKl AMCKYCiiiHI
dakTopu, AKi IAIATal0Th MeIUYHOMY, €THYHOMY 1 COIiaJbHOMY
KOHTPOJIIO. A, came:

HaABHiCcTHL iH(popMoOBaHOI 3roam Big OaThKiB (OmiKyHIB) Ha
TOCTiM)KeHHs MOUTUHHN; CIIBBigHOIIEHHS XMOHO-IO3UTUBHUX Ta
XNOHO-HEeraTUBHUX PE3yJbTaTiB;

dopmaT HamaHHS iH(GOpMAaIlil 0aThbKaM CTOCOBHO BUSBJIEHHUX IIPU
TOCTiM)KEeHHI 3MiH — KOJHM, B SKOMY BUIVIAIL MOKe cebe IPOABUTH
XBOpPO0a;

BpaxyBaHHSA IICUXOJIOTIiYHOTO cTaTycy 0aThbKiB IIPU CIIIJIKYBaHHI B
pasi BUABJEHHA y JUTUHYN CUMITOMiIB XBOpoOM — cTpec, 30ymKeHHsd,
HaBIIaKU, Jelpecisd;

IIEePCIIEKTUBU CIIOCTEPEKEHHA Ta MOMKJIMBA KOPEKIisd CUMIITOMIB
XBOPOOU.

Tox, MacIHITadHicTh IOIIPEeHHS MeINKO-TeHEeTHUUYHOTO
TeCTyBaHHA OOyMOBJIeHA IIOCTiMHMM 3pPOCTAaHHAM BHMOI, $AKi
nependadveHi BHM3HAYAJIbHUMM YMOBAMM CTAJIOCTL CydYacHOI CHCTEMU
MeaInuYHOI 010eTHKH, a, BiATaK, MOXKe CYTTEBO BILIMHYTH Ha JUHAMIKY
O0inpIn MacimTabHimoro mpoctopyl? — To6TO, Ha HiABUINEHHSA PiBHA
meMmorpadiunoi, MegMKO0-0i0JIOTiuHOI Ta coIfiaJbHOI 0e3IIeKu He JIHIIIe
IIeBHOI TepuTopii, a ¥ Aep:kaBu, 3arajom — puc. 3.1.

BigTaxk, nmpusHaemo 1 3acBiJUMO IIPO HACTYIIHE:

MeJINKO-TeHeTHUYHe KOHCYJbTYBaHHSA, a B MO0 MeKaX reHeTUYHe
TeCTYBAaHHA € KOHCTHUTYTHBHO-KJIIOUOBOIO JETEPMiHAHTOIO PO3BUTKY
TaKkol TraJjysi HaIloHaJbHOI HAYKM SK MeAuYHa TIeHeTuKa, sKa
OXOILIIOE MacCHITaOHUM [AiamasoH MIPUKJIATHUX 3aBAaHb PisHOI
IIPUPOAY, PO3B’A3aHHA AKUX YMOKJINBIIEHO NOCATHEHHAMU CydYacHOI
HayKU, IPaKTUKMN, TEXHIKN 1 TeXHOJIOIIH.

IIpu nwomy, ciaim 3BakaTum 1 Ha Te, IO MeIMKO-TeHETHUYHEe
KOHCYJbTYBaHHS €, BiJHOCHO, HOBHM HAaIPAMKOM MEINYHOIL
reHeTUKU, SAKUN TOCTiMHO pPO3BMBAETHCA 3 BH3HAUEHHAM 1
BUPIiIlIeHHAM He JHIIe MeIUYHHX IIPo0JieM, aJje M IICUXOJOTiuHUX
ACIEeKTiB Ta HaCJigKIB 13 HJOCATHEHHAM OITHMAJBHHUX abo X

195 Bgasame mgeranizoBaHO y IIONepeAHiN HayKoBiii mparmi asTopiB MoHorpadii:

Hesane:xxna VYkpaiHa B KoOOpJAMHaATax CTajJoro PO3BUTKY: [MoHorpadia] /
[[I. O. Mukureunko, IO. B. Ilopoxuasuii, B. B. Mukutenko, C. M. IlIkapser,
II. . Poros Ta iu.]. — 2-re Bun., mepepobJ. i momoBH. — Yepuiris: YHTY, 2019. —
770 c. — ISBN 978-617-7571-46-8.
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HaWOiIbII palfioHaJTbHUX pesdyabrariB. OToK, iMILIeMeHTAIlid
eTUYHUX Ta IIPABOBUX IIPUHIMUIIB Yy MeAUUHY TeHeTHUKYy — IIe
IIOTYKHUM MexaHi3M i BaroMmii cHCTeMO- OPraHi3yHounil peryJjasaTop,
10 yOesleuye 30epe’KeHHs 3J0pPOB’s SK NIeBHOI JIAWHM, Tak i,
3araJjioM, KOKHOI HaIlil y KOHTEKCTi 3a0e3IeueHHs IIepexony IIeBHOT'0
Iep:KaBHOTO YTBOPEHHS OO CTaJIOTO0 PO3BUTKY, HAaBiThb, B yMOBax
pecypcHUX OOMe:KeHb IIPU HaPOIIeHHi CYCIiJbHO-IOJITHUHIX 3arpos3
i pusukis pisuoi npupommul,

I'mo6ansHMii piBeHs —
nemorpadiunoi, — ~
MeaHUKO0-010J0riuHol Ta ~
couiaJgpHOl 0e3mexn
IepsKaBu

7
/s IHcuxonoriunmii
PRV mpocTip mpaimy, Ve

;A [ 3araaoM (mpocTip \
/ (akTOpHUX
| / \\ MOTEeHIiaIiB) /
| /
| é/ N ~ s d -7 \
| / B N S—— 4 ConjiaipHO- \
| / ®isuunnii N /' exomomiummik \
o\ / .
\ / mpocrip cim’i \ ) IpocTip \
\ (mpocrip mo- Meranpocrip | TepuTopii \
TeHmiagiB cuc- | MeInKO- 5\ (mpocrip \
\ TeMHO-yHiBep- §—> réHeTHIHOT0 \ MaTepiaJbHUX
\ CaJIbHOTO / LR L vl \ moTeHIiaxis)  , \
HKI[iOHY-
\ q)yBaI:lHﬂ) Y / N d \
\ / - ~ |
~ 7
-~ 4[\ /  Tlcuxiunwmii N\ | |
\ / mnpocTip ocodn \ / |
\ \ [ (mpocTip \ v
N \ coiieraapHOoro | _- l
~ _7\ MOTEHI[iay) / <—— - \L —
Hamionanpumii |

| piBeHB GioeTHKHN |

————

Pucynorx 3.1 — CTpyKTypa MeTamnpocTopy MeAUKO-TeHETUUHOTO
TeCTYBaHHSA 34 YOTHPHOX BUMipHUM (opMaTOM B3a€EMOIil
HaIliOHAJbHOT'O PiBHA 0ioeTHKM 3 IJI00AJIBbHUMHI PiBHAMMU

memMorpagiunoi, MmegnKo-0ioJIoriuHol Ta coIiaJabrHOl 0e3leKu
nep:kaBu (a8mopcvka opmani3ayis)

196 ki maroThL MicIiie, 30KpeMa, B YKpaiHi.
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3. 3. ETYHi acnekTn NpeHATAAbHOIO reHeTUYHOro
TECTYBOHHS TA KOHCYAbTYBOHHS

3a ypaxyBaHHS BHIIEe IIPUBEIEHUX aBTOPCHKMX BUKJIAAOK i
OOr'pyHTYBaHb, CJIiJI BUBHATH, III0 (pOpMYyBaHHS KJIIHIUHOI €TUKU, K
HOBOI HAYKOBOI [OUCIUILJIIHKM, OOYMOBJIEHO IIPOIPECOM MEIUIIUHIU,
IMAPOKUM BIOPOBAMKEHHAM V MEIWYHY IDIPAKTHUKY HOBITHIiIX
TeXHOJIOTilI, PO3PO0JeHHAM Ta YAOCKOHAJIEHHSIM METOXiB i 3acoO0iB.
IITuporoMaciTaOHI JOCTimKEHHS CIaIKOBOI IaToJiorii y Jiomein
00yMOBMJIO CTBOPEHHS Ta MOMAJBINNN PO3BUTOK CIIeIliaJbHOI raJysi
HAYKU — MEeINYHOI reHeTUKM. 3a OCTaHHi CTOJITTA MU CIOCTepiraeMo
CYTTEBL [MOCATHEHHSA B TeHETHUIi: BiJ KJaCMUYHUX JOCJIIKEeHb
Mengens — 10 AOCJHiMKeHHA reHOMY i mOsABi TepMiHy oMmikc (omics),
IIT0 BKJIIOUAE T€HOMiKY, €eIireHOMiKy, TPAaHCKPUIITOMIKY, IIPOTEOMIKY
Ta MeTabosoMiKy. HaykoBi po3poOKu MeZMUYHOI IeHeTHMKU 3MiHWUJIN
MeIUIIMHY Vy OaraThbox ILJIOIMMHAX 13 INHPOKMM 3aJIyUYeHHSIM
IIepegoBUX METOMOJIOTil, AK1 MaloTh 3HauUHe NPUKJagHe 3HAUEeHHS VY
MIPaKTUYHIN AiAJBHOCTI JIIKapiB.

Hacammnepern, 3 saBmjacsa MOMKJIMBICTL BCTAHOBUTU IIPUYNHU
3aXBOPIOBAHbL T'€HETHYHOT'O TOXOJ:KEeHHsS Ta TUIM YycIaAKyBaHHI,
PEKYPEHTHUN PHU3NK, POJbh XPOMOCOMHUX abepariii y ¢opmyBaHHI
cuenupiugoro @eHOTHUIIY, VpomkKeHi mgedexTum MeTaboJizMy Ta
MOKJIMBICThL IX [JiarHOCTHKU IIleé Y HOBOHAPOIKEHUX, 3HAUEHHS
IIOPYIIIeHbh MiTOXOHIAPiaJbHOTO TEeHOMY OJs BUHUKHEHHS IIeBHUX
xBOpoO Tomio. CydyacHi TeXHOJIOril B reHEeTHUIli 3HAYHO POIMIMPUIN i
MiarHOCTUYHI CHOPOMOXKHOCTI JIiKapsa Ta J03BOJUJIN BUABJIATHU
reHeTUYHY IIaTOJIOTiIO.

AJge, y nboMy pakypci, cJig mam’ATaTu Ta 3aBayKaTH 1 Ha Te, IO
II0sIBa B POAMHI XBOPOI AUTHHM, BHACJIIJOK I'€eHETHUYHOI IIaTOJIOTII, €
BaKKMM HaBaHTa)XeHHAM [JsI OaTbKiB, Yy TIIepiry uepry,
IICUXOJIOTIUYHUM, OCK1JbKH, BUHHUKAIOTH YCKJaTHEHHS
B3a€EMOBITHOCHH MiK YOJIOBiKOM Ta JKiHKOIO, «0OOBHHYBAUeHHSA» OIMH
OJHOTO, IIOINYK XBOPUX POAMUYIB, OCTpax Iepea HAPOMKEHHAM, V
ManiOyTHROMY, XBOPOl HOUTHHHU, BTpPaTa MOMKJIUBOCTEH IIOA0
peaJisalil cBOIX pPempoAYKTHMBHUX MOKJIMBocTeli. Bce me mpusseje
0 iIMOBipHUX KOH(MJIIKTIB B POANHI, a, IHKOJM, i 0 1i pyliHyYBaHHA.
Tomy, jgoriuno, 110 MambyTHiI 0aTbKU 0asKalOTh OYTH BIEBHEHUMH B
HapPOJsKeHHI 3J0pOBUX HANIaAKiB, OCOOJHMBO IIe6 € aKTyaJbHOIO
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IMJIEMOIO B CHTYyaIllii, KOJIM BiKe € IIpobJeMHu UM BigOyBajucs IomiOHi
BUIIaAKU.

ITitkoMm mnpaBoMipHO, III0 BUWHUKJA HarajJbHa moTpeda y
BUABJIEHHSA CIIaJKOBOIl IIATOJIOTiI Ha caMUX PaHHIX CTagisiX PO3BUTKY
gJonuHn (emMOpioH, ILJIOM), caMe Iie i cTaJo IMOTYKHIM IOIIITOBXOM Y
CTBOPEHHi crparerili cunenu@ivyHol KOMILJIEKCHOI mporpamMu — TOOTO,
IIPECUMITOMATHYHOTO/ TPEKOHIENIIHOI0 TecTyBaHHA, IO CJif
BBa)KaTy He IIePeBepIIeHNM MJOCATHEHHSM OCTaHHIX AeCATHUIITh V
rajgysi  MeIMYHOI  T'eHeTUuKMH. IIpecumnromaTnuHa  aKTUBHA
TiarHOCTHMKAa IeHeTHYHUX XBOpoO IIpaBOMipHAa 3 eTHUUYHOI TOUKH 30DV,
aje, y TOMY BHIIQAKY, SKIIO IPOBOAUTLCSI MeIUKO-TeHeTUYHe
KOHCYJIbTYBaHHS 0aTLKiB.

KomMnmoHeHTaM1 TeHETHYHOTO KOHCYJBLTYBAHHSA €: OTPHMMAaHHS
ingopmallii Ha migcraBi po3muTy Ta OOCTeXKeHHs IIaIlieHTa,
BCTAHOBJIEHHSA JiarHo3y Malli€HTa, IPOTHO3YBaHHSA 370POB’SA UJIEHIB
POAMHM, OI[IHKA PU3MKY IOBTOPHMX BUMNANKIB, BU3SHAUEHHS PU3UKY
HaPOJKeHHs XBOPUX JiTell i3 MeToi0 oOpaHHS XBOPUM IIPABUJIBLHOTO
pillleHHs CTOCOBHO HAaIMaAKiB, HaJaHHA HDallieHTy iHdopmalrii
CTOCOBHO [giar"Hosy, AOOpPO3UMUJIMBE KOHCYJLTYBAHHS 3 BCiX IUTaHb,
KOMYHIKaIlid 3 HalliEHTOM Ta 4YJeHaMH MOro POAMHU IIMOAO IIaHCiB
peabijritarii, BKJIIOYHO 3 MeIUUYHNMU, €eKOHOMIiUHMMHU, COIiaJbHUMMU
NUTAaHHSAMM, IICMXOJOIiUuHa HOiATPMMKAa HOallieHTa Ta JolloMora IIpu
BHUPIIIIeHHI PeIpPOAyKTUBHUX IIPOOJIEM.

o 1miel mporpaMu BKJIIOUEHO: OOCTEeKE€HHS YOJOBiKa U KiHKU
mmepen IIJIaHOBAHOIO BariTHICTIO, BUILJIEHHS (PAKTOPIB PUBUKY OJsd
raMeTo- i embpiorenesa, IIpeKOHIIEIITiHI 3aX011 BigIIOBiTHO SO I'eHO-
i penotuny poaunu. Ila TakTuka He TiJIBKM BU3HAUa€ T'eHETUUHUN
cTaTyc OAUTHUHM, a TaKOX HOa€ 3MOT'Y BUSABUTH HOCiA IIATOJOTiIYHOTO
refa y 0aTbKiB Ta iHIITNX POAUYIB.

Ha migcraBi BUXIZHUX IIOJOKEHb TI'€HETHUKM B JeAKHNX IITaTax
CIIA y 30-x porax OyJg0o HIPUIAHATO 3aKOH, BiIIOBiTHO IO SAKOTO,
ocobu, IJIaHYIOUM IILJII00, MAlOTh IPOUTH MeAuUYHEe 00CTeKeHHA 3aJs
BCTAHOBJIEHHA 3JaTHOCTI MaTu 3J0poBUX HamiaakiB. Tex, y
cimeiimomy Kopmerci VYxpaimm, 2007 pik, nepembaueHo TaKOMXK
HaJaHHS BiIOMOCTE! IIPO CTaH 3J0POB’s Iepen OAPYKEeHHIM.

Y 1poMy 3B’A3KYy, 3a3HAUMMO, IO [Ji€BOIO CKJIQJOBOIO
IIPEeCUMTOMATHUYHOI AiarHOCTUKM TIeHeTHUYHUX XBOPOO € IpeHaTaJbHe
TecTyBaHHA. B mHam uyac gy:xke epeKTHBHUM 3aco00M B3HUKEHHS
YacTOTHM TeHeTUUYHHX B3axXBOPIOBaHL €, BiJHOCHO, HOBHI 3acid
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IIPECUMITOMATUYHOTO TECTYBaHHA — IMPeiMIJaHTaAIliMHUU CKPUHIHT,
IIosABa AKOro oOyMOBJIeHA CTBOPEHHSM HOBITHHOT'O HANIpAMY a, caMme,
TOIIOMIKHIX PENPOAYKTHUBHUX TEXHOJIOTiH. 3aBOAKM METOHOJIOTil
CTBOPEeHHA eMOpioHa B «IIpPoOipIi» B PYKH T'eHETUKIB IIOTpPAILIsE
00’€KT, IKUII COPOMOXKHUN HaZaTH YHiKaJbHY iH(popMaIlliro came mpo
CTaH 30POB’sA MaliOyTHBOI JIIOAMHIU.

IIpenaranpbHa AiarHOCTHUKA € MOi€EBUM CYYaCHUM 1HCTPYMEHTOM
BeJleHHA BariTHOCTiI Ta 3abe3leuyeHHA HApPOAKEeHHSA 3J0POBOI AUTHHU.
I1s1 meTomoJioriss HaO0yBa€e 3HAUHOTO HMOINMPEHHA 3aBAAKY IIPAKTUUYHIN
3HAUMMOCTI B cpepi HaJaHHA MeAUUYHUX IIocayr. MeguKo-reHeTUYHe
KOHCYJbTYBaHHsS Ma€ Ha MeTi caMe o0OpaTyu HANOLIBII OITMMAaJbHUMI
BapiaHT HapOJKeHHs, AKUK Om 3abesnmeuyyBaB MiHiMaJbHY
MOJKJINBICTEL 200 HEMOMKJINBICTL HAPOLUTH XBOPY AUTHUHY197,

IlokazamuamMu Oad  MeIUKO-TeHEeTUYHOI'O0 TeCTyBaHHA  Ta
KOHCYJbTYBaHHsS €: MOHOI'eHH1I B3aXBOpPIOBaAaHHSA, MOiarHOCTOBaHI B
poIuMHI uYum y OJM3BKHUX POANUYIB; HAABHICT, X-3UeILIEHUX
3aXBOPIOBAaHbL B POAMHI; remMorsio0iHomarii B poamHi; Miomaria
ITrommieHa B POAMHIi; BPOMAKeHi aHomaJii meraboJ1i3My; BigxXujaeHHS
OioxiMiuHMX MapKepiB; HaABHICTL [OBOX CIIOHTAHHUX BHKUJIHIB
(abopTiB) Ha paHHIX TepMiHaxX BariTHOCTi; MEPTBOPOIKEHHS;
HeILTiAs; HaABHICTh YV POAVHI TUTUHM abo0 ILIoma 3 XBopoboio JlayHa,
iHIIIMMKX XPOMOCOMHMMHK aHOMAJiAMM, 3 MHOXWHHUMM BaJaMu
PO3BUTKY; OaThbKU - IIPEACTABHUKMN EeTHIYHOI TIPyIM 3 BHUCOKUM
PUBUKOM IIeBHUX T'eHeTUUYHUX 3aXBOPIOBaHb; BiK marepi crapiie 39
POKiB abo 32 poKm i crapiie A BariTHOCTI ABiliHeI0; aHOMAaJisd
PO3BUTKY IIJIOAY, BCTAHOBJIEHA ITiJ UaC IPOBEJEHHA YJIbTPAa3ByKOBOTO
TOCJILI?KEeHHs; 3aCTOCYBaHHS JIIKiB, IO MalOTh TepaTOreHHNI BILJIUB
Ha PaHHIX TepMiHax BariTHOCTi; IepeHeceHi1 BipycCHi 3aXBOPIOBaAHHSA
(remaTuT, KpacHyXa, TOKCOILJIaA3MO3 TOII0); OIIPOMiHEHHS OO0 3aYaTTH.

Cremnupiunoro dopmoI0 TisIIBHOCTL MeIHUKO-TeHETUYHOIL
KOHCYJbTAaIlil € ii yuyacTh y IPOBEJIeHHI npenamanvHol 0iazHOCMUKU
0na 6u3HavyenHsa aHeynaoidii. g meromosiorisa cTaJsia HOUIMPEHUM
ABUINlEM B KpaiHaxX 3 HaJeKHUM PiBHEM MEIUYHOI TOIIOMOTH.
BariTHUM IPONOHYIOTHCSA TPAAUIiNiHI CKPUHIHTOBI JOCIiIKEeHHS 3
METOI0 OI[IHKN PH3NKY BariTHOCTiI IIMOA0 JeAKNX XPOMOCOMHUX
apomaJyii. Ha chorozui, € mgocTaTHLO HIMPOKUM BuOIp TecTiB mjsa
BariTHUX, cepel SAKUX, y IepIly 4epry, 3aCTOCOBYIOTh He iHBa3WBHIi

197 (American College of Medical Genetics and Genomics Statement, 2017).
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MEeTONN MJOCJiM)KeHHs IIoga. B dAKocTi aJaropuTmMy BU3HaUeHHS
Tpucomii 21 Ta 18 y BariTHux, AKim 0inbII HiK 36 POKiB, IIPOBOAATH
TocaimkeHHs OioxiMiunmx MapkepiB: aabda-PII; HEKOHBIOTOBAHOTO
ecrpiosia; BiapHoro Oeta-XI', mporeiny A, acomiiioBaHoro 3
BariTHICTIO, y IepIIOMY TPHUMECTPi BariTHOCTi, Yy KOMILIEKCI 3
VIBTPA3BYKOBUM OOCTEXKeHHAM!98,

Ha migcraBi orsaany ysarajibHeHOl 0asu JaHUX, IKa IPHCBIYEHA
ImpobJieMaTUIll ITpeHaTaJbHOlI MiarHOCTMKU, aBTOPU IIOCTAaBUJIMU 3a
MeTy BU3HAUUTU TOUHICTh Ta HNOPiBHAJBHY XapaKTEPUCTUKY METO/IB
BUABJIEHHA cuHApoMy JlayHa B aHTeHaTaJbHOMY Iiepioni 3
34CTOCYBAHHAM IiHIMBiAyaJbHMX MapkKepiB abo ix Komb6iHafiil9?9,
XapaKkTepuCcTUKAMI JOCHiJ:KeHHsA OyJaum HaCTYyOHI ITOKa3HUKU:
YyTJUNBICTb, abo yacToTa BUABJIEHHSA IIaToJIoTil, 10
XapaKkTepusayBaJjach AK HPOIOPILiA mJaoaiB i3 cuHapoMoM [layHa, dKa
OyJia BuUSABJIEHA OO IIOJIOTIB, Ta CHeIU(iUuHICTb, K IIPOIOPIIisa KiHOK
i3 HU3BKUM (HOPMAJbHUM) Ppe3yJbTaTOM TeCTy, AKi HapoauIun
3IOPOBUX HOiTell. ABTOPH IHOI0 MOCJiMKEeHHS IIPOBEJIM IIOIIYK 3a
oaraTbMa iHdopMaIiiiHo-MeTOAUUHN MU pecypcammu200,
ImpoaHamidyBamu 56 mociigKeHb, SAKi Oyam mnpexncraBjeHi y 68
nyosrikamiax ta Braouuan 204759 saritHocreir — y Tomy umcii 2113
iz cmaapomom J[layma. Hamana ominka i cucreMHuii aHaJjaiz 78
KoMOiHaIliii TecriB, cdopmoBaHuUX i3 18 pisHHX TecTiB i3
ypaxyBaHHSM BiKy BariTHOI. 3 I[bOI'0, JOCHITHUKHN AiHIIIJIN BHCHOBKY
IIpo Te, IO HaWOiabII iHMPOPMATHUBHUMU BHABHUJACA KOMOiHAIid
BitbHOTO Oera-XI' Ta mporeiny A, acoIiiioBaHOro 3 BariTHIiCTIO 3
ypaxyBaHHAM BiKYy BariTHOI, Y HOPiBHAHHI 3 BUKOPHUCTAHHAM OJHOTO
ImapameTpa.

3 1IBOTO, JJIsI BUSBJIEHHS XPOMOCOMHUX aHOMAaJIil, AK (PiHAJIBLHUNI
TeCT, IPOBOAUJN AOCIIIIKEeHHsS KapioTuny. TakKuM UMHOM, «30JIOTHM
CTaHIAPTOM» HOJA [OIarHOCTUYHOTO TEeCTyBaHHA Y KOHTEKCTI
FeHEeTUYHOI0 CKPUHIHTY BiKe MOPOTATOM MiBCTOJITTSA BBaXKAETLCHA
IIPOBeNEHHA IOCJIiM:KeHHA KapioTumy, IIo, Hapasi, € BUpiIIaJbHUM

198 (Spencer K., 2014).

199 (Alldred S. K., Takwoingi Y., Guo B. et al., 2015).

200 MEDLINE (1980 — 2011 pp.), Embase (1980 — 2011 pp.), BIOSIS via EDINA (1985
— 2011 pp.), CINAHL via OVID (1982 — 2011 pp.), The Database of Abstracts of
Reviews of Effectiveness (The Cochrane Library 2011), MEDION (25 August
2011), The Database of Systematic Reviews and Meta-Analyses in Laboratory
Medicine (25 August, 2011), The National Research Register (Archived, 2007),
Health Services Research Projects in Progress database (25 August 2011).
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K pedepeHTHHII IIOKA3HUK IIpUM HeiHBasmBHOMY o0cTexeHHiZ0l,
3anmpoBa;KeHHsA CyYacHMX MEeTOIiB TIeHeTHMUYHOl HeimBasiiiHoOil
niarHOoCTUKM 3acHoOBaHO Ha npociaimxkeHHi [THK kaitwe miaoma, aAkKi
MpUCyTHI B KpoBi BariTHux. Ila merommka sactocoByeThbca 3 2011
POKY 1 €, B HAIIl Yac, IMNPOKO BUKOPHUCTAHOIO y IIPOBIIHUX KJIIHIKaX,
nounHaoun 3 10 TmykHA BariTHOCTi202, Ile mocTaTHBO TOUHMUIA TECT
3alyid Bu3HaueHHsaA cuHApoMmy JlayHa (Tpumcomii 21) 3 BHCOKOIO
yyrauBictio (90,0%) Ta cunemudiumicrio (99.5%), ax 1npu
IOCTiM)KeHHI JKIHOK 13 Trpym PpuUsuKky, TaK 1 B ysarajJbHeHil
IOy JaAIi1203, V mopiBHAHHI 3 HeiHBa3iHMMU METOIMKAMM, TAKUMU
AK OioximMiuHi MOKA3HMKU KPOBi BariTHOI Ta yJIbTPa3BYKOBI MapKepu
cuagpomy JaynHa, pociaimxkenHa [IHK KpoBi mmoma — € Oigbin
YYTJANBUM JiarHOCTUUYHNM IIapaMeTPOM, IO 3HMIKYE MOKA3aHHS IJIsd
IIPU3HAUYEHHA iHBA3UBHUX NOCJIiIKeHB204,

Y mHam uyac, mpeHaTaJlbHUN CKPUHIHT BKJIIOUAE 3aCTOCYBaHHS

MiKpo- MacuBiB (microarray), 1110, He3Ba*KaOUl Ha NEeBHUM BiJICOTOK
XMOHO-HETaTUBHUX 1 XMOHO-MO3UTHUBHUX Pe3yJIbTaTiB, Hama€ OiJbII
Baromy o0’€KTUBHY iH(popMaIlito, HiK DOCIiIKeHHs KapioTumy y
KOMILJIEKC]1 3 He 1IHBa3MBHUMM METOJaMU JOCJimKeHHA. Pazom i3 Tum,
IJIsi OTPUMaHHA HaNOLABII BiporigHoro pesyJabTarty, Yy pasi
BUABJIEHHA IIIABUIIEHOTO PHU3UKY, PEKOMEHAYETHCA MOOAAaTKOBE
1HBa3nBHE MOCJII;KEeHHs 3a JOIIOMOTOI0 aMHiOIleHTe3y, IOCJiIKeHb
BOPCHUHOK XOpioHa Ta iHmri2o,

TakuM UYMHOM, IIpeHaTaJlbHe TEeCTYBaHHA [IJd CKPUHIHTY
reHeTUYHUX XBOPOO i3 3aCTOCYBaHHAM OioximMiuHMX Ta
iHCTPYMEHTAJbHUX METOAUWK, a, IIPU HeoOXimgHOoCTi 3 morjimbjJeHuM
BUBUEHHAM 3a JOIIOMOTOIO 3aIlIPOBAKEHHS aMHioIeHTe3y Ta Oiomcii
BOPCUHOK XopioHa B TepMiH 14-20 Tm:KHIB BariTHOCTi, IIPOMOHYETHCA
JKiHKaM IIijg yac BariTHocrti. TakuM IPUKJIAIOM € JiarHOCTYBaHHSA Yy
JKIHOK, BiK AKUX IOHAAZ 35 poOKiB, cuHapomy IayHa. ¥ Takomy
BUNAJAKy aJbTePHATUBOIO MOKe CJYKHTH, BiJHOCHO HOBUI,
IiarHOCTUYHUI TecT, 3aCHOBAHMII Ha mociaimxkeHHiI (getanpuoi [THK,

201 (de Jong A., Dondorp W. J., Christine E. M. et al., 2010).
202 (Minear M. A., Alessi S., Allyse M., 2015).
203 (Gil M. M., Quezada M. S., Revello R. et al., 2015).

204 (Warsof S. L., Larion S., Abuhamad A. Z., 2015; Tiller G. E., Kershberg H. B.,

Goff J. et al., 2015; Robson S. J., Hui L., 2015).
205 (American College of Obstetricians and Gynecologists. Committee opinion no.
640: cell-free DNA screening for fetal aneuploidy, 2015).
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oTpuMaHOi 3 KpoBi maTepi?06, CexBeHyBaHHA reHoMy emMOpioHa Hajgae
MOJKJINBICTL IIPUCKOPEHOT0 Ta 1H(pOPMAaTHMBHOTO [OiarHo3dy, TaKUM
YMHOM, BiZOyBa€TbCcsi B TeHETHIl IIePeKJIOUeHHA B CTOPOHY
IIPEeBEHTUBHOI MeIMIIMHM, OiJIbII HiXK JIKYBaJbHOI, OCKiJIbKH,
CIaJKOBi XBOpPOOM He BUJIIKOBYIOThCA207,

Cnig BKasaTm i Ha Te, IO BUKOPHUCTAHHS HOBITHIX MeTOHiB
IIpeHaTaJbHOI OIarHOCTUKM BUKJIUKAE II0ABY 0araTbox emuyHUX
numausv, @GOKYc HAKUX NONAZAE 6 Heo0XiOHOoCcmi NPUSHAYEHHS
docnidxcenns embpiona abo nioda, 3a MeBHUX 0OCTABUH, ITe IIOBUHHO
OyTuM HAOOJIETJIMBO pPEKOMeHJIOoBaHo. Jlikap-reHeTwk, pasoM i3
HeoOXimZHMMM; J1abopaTOPHO-AIarHOCTUYHMMU CJIY:KOaMu, IIOBUMHEH
IaTh OSHO3HAUHY BiJNIIOBiAb: UM Mae oOCTeKyBaHUU 00’ €KT medeKT.
MopanabHa BiAOOBiZAJNIBHICTE JiKapsa 1 WOro IMOMIUHMKIB, y IIbOMY
BUIIAJKY, CKJAZA€THCA B HEOOXIMTHOCTI TOYHO IIOCTABUTHU HgiarHOS3.
MonekynsdgpHa TIeHeTHUKa BIIKpPUBAE IINPOKI IepCHeKTUBU OJsd
IIpeHaTaJbHOI i mpemopOigHOlI miarHOCTHMKM, aJje, pPas3oM i3 THM,
IIPUBOAUTE [0 PAAY IICUXOJOTIUHUX i OioeTUUHMX IIpPobJeM.

OmHak, MeTOoAM [OOPOJOBOI MHiarHOCTHUKM, SKi JO3BOJAIOTH
BU3HAUUTHU reHeTUYHUN nedexT Ha paHHIX cTamiax
BHYTPiIITHEOYTPOOHOIO0 PO3BUTKY, MAaIOTh IIOABiMHI Hacaigku. BaarTa
KPOBl [OJsd TIpeHaTaJbHOI [JlarHOCTHKM He BiJApi3HAETHCA Bif
PYTHUHHOrO 3a00py KpoBi. Aue, OedaKi iHBa3WBHI MeTOAU MOXKYTb
ABJSATH 3arpoay IijicHocTi eMOpioHa abo IIoma, a TaKOMK i IJIs MoTro
skaTtTdd. Tak, B0Kpema, BCTAaHOBJEHO, IO IiCHye  PHUBUK
PeIpoaAyKTUBHIX BTPAT, a caMe - MHMOBLJIBbHI abopTu He ypasKeHOol
OIUTUHY il Yac IPOBEeIeHHI aMHiOIeHTe3y abo OTpMMaHHA BOPCHUHOK
xopiona208, Y misomy, pusuKM iHBa3MBHUX JiarHOCTUYHUX IIPOLEAYDP
BHMIKYETHCS B OCTAaHHI POKM, BOHM JOCHUTH HH3bKi, ajle MamOyTHIM
faThbKaM IIOTPiOHO BUpIIIyBaTH, YM MOOIILJIBHO JKIHI[I HIPOBOIUTH
iHBa3MBHE IIpeHaTaJibHe O00CTeKeHHS ITicis OTPMMAaHHS B pe3yJibTaTi
He I1HBa3WBHOTO CKPUHIHTY KaTeropii «BHMCOKOTO PpHUBUKY IIO
TPHCOMil», He BCl KiHKU [Ial0Th 3TOJy Ha MNPOBeIeHHSA iHBAa3WBHUX
IIPOIIeAYD.

Y HaykoBiii po0OoTi, HaApPpyKOBaHI B KypHaTi «YKpalHCbKHI
MeIUYHNIN YacoIliC», HaBeJIeHO BUCTYII Ha KOH(PEepeHI[il MeInuHOTo

206 (Kazemi M., Salehi M., Kheirollahi H., 2016; American College of Medical

Genetics and Genomics Statement, 2017).
207 (Poli M., Girardi L., Fabiani M. et al., 2019).
208 (Alldred S. K., Takwoingi Y., Guo B. et al., 2015).
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nupekTopa 1eHTpy <«Matu Ta gutmaHa» (M. Kwuis, VYKpaina)
3eqencbKoli M., ssKa HaAroJIOIIye€ HA TaKOMY: «IHUTaHHsS iHBa3MBHOIL
ITiarHOCTUKU JJIS TMAIli€HTIB — Ile CKJaIHUN KPOK i, HaBiTh, BeJIUKUMI
cTpec. IIInax [0 BariTHOCTI 'y  HOPaAKTHUIL  JOIOMIXKHUX
PEIIPOAYKTUBHUX TEXHOJOTiINl TEepHUCTuii, TOXK, KOJM HacTae
ITOBTOOUiIKyBaHa BariTHICTb, a, II03aAy SaJUMINJNCA ITUKJIN
CTUMYJIAI], HAKOIMUYEHO IIeBHY KiJabKicTbh eMOpioHiB TOIIO, i mocTae
NIUTaHHSA IIIOJ0 HEOOXigHOCTI ImpoBeAeHHS aMHIiOIeHTe3y, IPUNHITH
Take pPillleHHA IamieHTaM BKpaill Bakko. OTike, TpamasioThCSA
BUIIAAKU, KOJU IIAI[iEHTHU BiIMOBJSAIOTHCSA Binm 11iel mpomenypu. Ha
JKaJlb, IIOTIM Ile Ma€ HeraTwBHi Hacaigkm. OKpiM MeIUUYHUX 3HAHD i
HaBUYOK, (PaxiBI[I0 HEOOXiTHO BMiTH IIepeKOHYBATH MAIli€HTiB, KOJU
e HeoOXimHo»209, Tosk, mpuBemeMO HU)KUYe OKPEeMi eTHYHI IUTaHHSI,
AKi BUHUKAIOTh Ha BCix eTamax MeANKO-TeHeTUYHOI'0
KOHCYJIbTYBaHHS:

xmo i 3 AKOW Memow MAE NpPaso nposooumu 2eHemuuiHe
mecmy6aHHa aodeil?

AK NnosuHHa 30epicamucsa 1l BUKOPUCMAMUCS OMPUMAHA
iHpopmayisn?

Oco0sBO 1e BaKJMBO IIPM IIPOBEIEeHHI IIpeHaTaJbHOIL
IiarHOCTHUKM, aKe, clelu@ika eTuYHUX IpodjieM MeIUUHOI
FeHEeTUKH II0JIATAaE€ y TOMY, IO IIPEIMETOM T'eHeTHYHOI HNPaKTHUKHU €
TypOOTa PO IIe He HAPOIKeHy TUTHHY. BuKopucTanHAa TeXHIKU s
BusHauenHsa JIHK y mnepudepuuniii kKpoBi BariTHoi 3 MeTOIO
IIpeHaTaJbHOI0 T€HETUYHOI0 AiarHosdy, PO3TJANAE€ThCA SAK KJIHiUHA
peabHICTh ChOTOAEHHA 1 pyTMHHA MeTOANKa aHaJlidy CTaHy ILJIoJa 3a
IIeBHUMM IIOKa3aHHIMMH.

Hemae cymMHIBIB i y TOMYy, III0 IpeHaTaJbHe TeCTYBaHHSA IOBUHHE
IIPOBOAMTHUCA JIMIIE MicJasd OHep:KaHHA 1HQPOPMOBAHOI 3roaAmW Bif
obcrexyBanoro. Heobximpa #oro 3roma i Ha Te, AK OyIyTh
BUKOPHCTATHCSA OTPUMaHI B pea3yJabTaTi oOOCTeXKeHHs  JaHi,
HeNpuIycTuMa  JUCKPHUMiHAaIlidg, 3acHOBaHa Ha  TIeHeTUYHUX
XapaKTepucTuKax JIOAMHU TOIIO. AmKe, IINPOKEe BIPOBAIKEHHS
IIpeHaTaJbHOI MIarHOCTUKU BiJKPUBAE ILIAX MO0 «IPOPIIaKTHUKN»
reHeTUYHUX B3aXBOPIOBaHb, OCKLJIbBKM, IMIiABHUINYIOTHCA KIJIBKICTh
BUSBJEHUX MaJIb(POopMaIrii.

209 (Cracenxo T., 2017).
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Cepen eTWYHMX IIMTaHb MNOPEiMIIJIAHTAIIIMHOI JiarHOCTHUKU
HeoOXiHO BU3HAUNTH i Taki gucKyciiui manpamu. llepiie mosdarae,
B3araJjii, y CTBOPeHHi emOpioHa 3a JOIIOMOI'OI0 METOIUK
eKCTPaKOIOPaJbHOTO 3aIlIifHEeHHA. A, Apyre — B JOCJIiIKeHHI ITbOTO0
eMOpioHa HOBITHIMM MeTOAMKaMM 3 OI[iHKOIO '€HEeTHYHOI'0 CTaTycy i,
y [OomaJbIIIOMY, B B3aJIeKHOCTL BiJg pe3yJbTaTiB mOCJiAKeHHS
IIPOBEIEHHSA ceJseKIfii2lo,

IIpu posrasai Ta oOroBOpeHHI IMX IUTaHbL BUHUKAIOTH AedaTwu.
Tak, geAKi JOAU CTaBJIATLCA A0 eMOpioHa AK M0 JKMBOTO 00’€KTa,
AKUHN, Y MaiOYyTHHOMY, MOMKYTh 3HUIIIUTH, IO BUKJINKAE CYIPOTUB
CTOCOBHO 3aIIPOBAJKE€HHS METOIiB PeInpPOAYKTHBHOI MeIUIIMHU Ta
IIpeHaTaJIbHOTO TeCTyBaHHA. IamTi BBaKaloTh, 10
NpeiMIIaHTAI[ITHNIA eMOpPiOH 3aHAATO PYIAMMEHTapHWA MOJS TOrOo,
1100 MaTu IIpaBa, pa3oM i3 THM, 3acCJyroBy€ moBary Ha IIii cTramil gk
HOBa ocoba. S oOrIgay Ha TaKWW  [OOTJIAL, IIPOBEIeHHS
IIpeiMIJIaHTaAIliHOTO CKPUHIHTY € eTUYHUM, TOMY IIO0 Ma€ KOPHCHi
Iijgi, Takli AK OpoPlIaKTuKa  3aXBOPIOBaHb TI'€HETHUYHOTO
IIOXOJKEeHH. Ernuna OIliHKAa X METOAUK MOKe
XapaKTepuayBaTUCA SAK IIO3UTHBHA, OCKIJIbBKM, CBOEUACHO BUSABJIEHA
rmaToJjorisa y emopiona?1l,

HeraTuBHa oIiHKa IpeiMILIaHTAI[ITHOTO TeCcTyBaHHSA 0a3yeThbCs
Ha BpaxyBaHHI [JEOHTOJIOTIUHHX AacIleKTiB, pU3nKax CceJIeKIlil
eMOpioHiB, a TMM caMuM, i ManOyTHiX giteii. IlpuxmabHMKU Iiel
TOUYKH 30PY HAIIOJATAIOThL Ha TOMY, IIO PENPOAVKIiA JIIOAWHU — IIe
IIOJAPYHOK i, Oyapb sKa QopMa ceJsieKIlii emMOpioHYy mnpusBene OO0
MaHINyJaAIiA 13  JIOACBKOIO  1cTOTOI0. ¥  pasi  HIMPOKOTO
3aIlIpOBaI;KeHHA IPeHaTAJbHOTO CKPUHIHTY Ta BUABJIEHHS IIaTOJIOTiI
icHye B3B'SI30K MisK pesyJbTaTOM IIPEHATAJBHOrO JiarLosy i
HeoOXimuicTIO abopTy?2l2,

210 (Robertson J. A., 2003).

211 (Gonzalez-Melado F. J., Di Pietro M. L., 2011).

212 fIx110 3BepHYTHUCA IO icTOpii, TO CIiJ 3ayBaskuTH, 110 a0OPT, i3 TOUKHU 30py peJririi
Ta CyCHiJIbCTBa, OyB MOpaJbHO He BuUIpaBgaHuM. B cepemmHi XX-ro crojirrs
3MiHIOETHCS IIOTJISIA Ha abopT, 3 ABIAETbCA TepPMiH «abopT 3a MeIUYHUMU
nokasaHHAMMN». Cepen IPUYMWH, 110 3MiHUJINU CYCHiIbHY JYMKY, BaKJnUBe 3HAUEHHSA
Maysu: pedopMyBaHHA MeAUIIMHMW  B3arajai, PpO3BUTOK MEAWYHOI eTUKH,
iMniaemeHTaria mpuHIMOY aBToHOMIiI mamienTa. Cuimg BKasaTw, IO BaXKJIUBUMU
dakTopamu BuUIpaBHaHHA abopTy OyJI0 perjamMeHTallid MOKa3aHb AJA IPOBEJEHHS
CeJIEKTUBHOTO ab0opTy, AKi BUHHUKAIOTh i3 MEIUYHUX IIPUUYUH, OOYMOBJIEHUX €KCTpa-
TeHiTaJIbHUMU NOPUYMHAMHU, a caMe COMaTHWYHA IAaToJorid KiHKH, IO MOXKe
MpU3BECTH OO0 MOTipIneHHA cTaHy abo0 HaBiTh cMepTi BHAaCHiZOK BariTHOCTi abo
MOJIOTiB.
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Oco06a1BO MicIle y IepeJiky IIoKasaHb O CEJeKTHBHOTO abopTy
HaOyBaOTh MEAWYHI NIPUUYMHU, HAKi 00YyMOBJIEHI IIOKa3saHHSIMU,
OTPUMAHUMHU IIPU TE€HETUUYHOMY CKPHUHIHTY. ¥ I[bOMY KOHTEKCTI
3HAUHY IlepeBary MaloTh MeTOAN IIpeHaTaJbHOlI JiarHOCTUKU,
OCKiJIbKU, BOHU HAJZAIOTh KiHIII iH(OpMAaIlilo CTOCOBHO CTaHy ILJIOAA
y PpisHl TepmiHM BariTHocTi. BamkauBum ¢paxTopoMm Jerajisairil
abopTy crTaJjla MEeTOHOJIOTiA MHIpeiMIJIaHTaIlifiHOlI [JiarHOCTHUKM Ta
OTpuUMaHi pes3yJabTaTu, 10 BiToOpaskaioTh reHeTUYHY
XapaKTepuCTUKy eMOpioHa. 3 orjiday Ha MOpPaJbHUIA Ta IPaBOBUN
craTyc eMOpioHa, Ile CyTTEBA AujJeMa, AKa Oepe MOoUYaToOK IIe 3 JaBHiX
yaciB i3 sajgyuyeHHAM OioJyioriuHMX, TeoJoriuHmx, @imocopcbKux,
IOPUINYHUX acneKTiB. IlpupomHmuo-HaykoBa abo Qisiosoriuna
IMO3UIlisI BiApisHAEThCA Binm peJtiritinoi (metadisuuyHOl) — came 3
IIOIVIAAY Ha II0YATOK JIIOLCBLKOI'O "KUTTA213,

IligkpecioeThca 3HaAUEHHA aedaTiB i3 mpiopuTeToM MOPAJIbHUX
CKJIQIOBUX, «IIOYATKOM JKHTTsS» Hana MeTtadismunumu i abo
TeoJIOTIUHMMMU IorjaanaMu. PisHi (pisiojoriuHi migxoau MaiTh €IUHY
CKJIQJOBY, a caMe IIoYaTOoK (PpYHKIIOHYBaHHS Tie€l um iHIIIOI cucTeMu
OopraHiamMy — ceplieBO-CYAMHHOI, AUXaJbHOI, MO3KOBOI IisIJILHOCTL Ta
iamux. JlomoBHeHHA 3HaHL eMOpioJorili 3MiHMJIM TOTJAAAM Ha cTamil
PO3BUTKY JIIOJCLKOI'0O OPTraHidaMy B 0i0JOTiYHOMY PO3YMiHHi. 3 TOUKM
30py TeHeTUKM, KUTTA JIOJUHU AK Oiojgorivnoro imamBigyyMma
IIOYNHAETHCA 3 MOMEHTY 3JIUTTA SAJep YOJIOBiUOl Ta KiHOUOI cTaTeBUX
KJITUH, YTBOPEHHS €IMHOTO sJpa, HaOyTTs IIOBHOT'O HAOOpPY TreHiB
MaliOyTHBOTO opraHiamy. Pasom i3 TuMm, BifCyTHA OJHOCTAMHICTH
eTUYHNX MOIJVIAAIB Ha IIOYATOK JIIOJACBKOTO KHUTTA Yy MOPaAJbHUX
B3aEMMHAX, 1 IIe KPUTHUYHE CTaBJeHHA OyJI0 IIepeHeceHO Ha
IIPOBEeHHA abopTy, B3araJi?ld,

Ciix nmpuaHaTu, 10 iCHYIOTh TaKOK €TUYHI KoJisil mpm posrasani
MOPaJbHOT'O cTaTycy emOpioHa UM pPaHHLOTO Ijaoja. ¥ OLJIBIIOCTI
IIMBiJi30BaHUX KpaiH, MOOMiIHY€ TBEPAKEHHA, III0 MOpPaJbHUMN
IMOTeHI[iaJ eMOpioHa,/ IIJoJa IIPOTPECHBHO 30iJBIIYEThCSA IO Mipi
PO3BUTKY ILJIOAA, TaK 3BaHUI, rPaAgyaJiCTUUYHUN IIOTJISA.

Y 3B’A3Ky 3 IIUM, CydYacHa MeTOAMKa MIpeiMILIaHTaIliliHOoi
IiarHOCTHUKHU — JMOCJILIKeHHA (peTaJbHUX KJIITUH, OTPMMAaHMUX 13 KPOBI
BariTHoi (cff DNA/RNA) € peaabHUM OIIAXOM IPUMHUPEHHS
TEOPeTHUKiB - 0ioeTHMKiIB i3 reHeTHMKaMM, OCKiJIbKMH, MOOCJiIKeHHS

213 (KosaawoBa O. M., Jlicosuii B. M., Am6pocosa T. M. ra immi, 2016; 99 — 101).
214 (Gillon R., 2001).
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IIPOBOJAUTHLCA 3 (-TO THMKHS TrecTallii (9 THXKIEHb PO3BUTKY). A,
IIOYaTOK MO3KOBOI JislIbHOCTI — moumHaeThcsA came 3 6 Tmxua (40
oi0), 8 —To TH)KHA recrarii2l®, 3a MuM TBEPIKEHHAM, CeJIeKTHUBHUM
abopT Mae CyTTeBe BUIpPaBIaHHA, TOMY IO HdesdKi peJsirii
poarisagaioTsk «40mié» - aK BcememHsa aymri. I'paayanaicTuuHwmit
IIOTJISIZT, TaKMM UYWHOM, OIIOCEPEeIKOBAaHO, HAaJa€ IIepeBaru came
reHeTUYHOMY JOCJIII;KeHHI0 Ha PaHHIX TepMiHax BariTHOCTi, IO, y
pasi maroJjorii emOpioHa i HeOOXiZHOCTLI ceJIeKTHBHOrO abopTy,
CIpUMMAaEThCS Oco0aMH MEHIII TpaBMaTHYHO, MaeEMO Ha YyBasi, 3
IICUXOJIOTIYHOI Ta eMOIIiMiHOI TOUOK 30pY.

3anpoBaJsKeHHA CYYacHUX  JOIOMiKHUX  PeIpPOAYKTHUBHUX
TeXHOJIOTilI Ta «CTBOPEHHSA» JIOACHBKOI iCTOTM, HIOUMHAIOUM Bif
emMOpioHa [0  IOZAJBIIIOTO  PO3BUTKY  ILJIOAA, MOJKJIMBOCT1
IOCJTiIyKeHHs i1 TeHeTUYHOI'O0 CTaTyCy, Bimirpajau BeJUKY POJb IJs
MOPaJbHOTO BUIPaBIaHHSA, TaK 3BaHOI0, CeJeKTHUBHOIO abdopTy.
Or:xe, 1IpU TMIPOBEAEHHI TIeHETWYHOTO CKPUHIHTYy, BHABJIEHHS
HEeBUJIIKOBHOTI'O a00 TAXKKO BUJIKOBHOI'O '€ HETUYHOT'O 3aXBOPIOBAHHS,
HepifKO cTae IPUBOJOM JO OOI'DPYHTYBaHHS Ta [JOIIiJIBHOCTI
IepepruBaHHsA IIle HEHAPOAKEHOIO JKUTTSA, BUHUKAE CUTYyallisd, KOJIU
JKIHI[I TPONMOHYIOTH CeJIEKTUBHHII abopT. ¥ TakomMy BHUIAAKY, B
poOAMHi, HalluacTille, CTBOPIOEThCA CKJIAaJHA MOPaJIbHO-IICXO0JOriuHa
aTmocpepa.

Y 38B’A3KY 3 BIPOBAIKEHHAM CYYaCHUX CKPUHIHIOBUX
TeXHOJIOTili, aBTopu nmyoOJikarii de Jong A., Maya I., van Lith J. M.
IIPUBEPTAIOTh yBary camMe J0 eTUUYHUX IIUTaHb, AKi 00yMOBJIEHI THM,
IIT0 CTOCOBHO PEe3yJIbTaTiB [OCJHIMKEHHSA KOHCYJBTAHT OKPECJIIOE
MeINUHi IIePCIeKTUBN HaPOMKEeHHSA XBOPOI AUTHHU, POOUTH aKIEHT
Ha TS)KKMX HACHIJIKax BHUABJIEHOI IIaToJioTil y IJjoja, HaBiTh,
iHBAJIITHOCTI Ta PEKOMEHAY€E CeJeKTUBHUM a00opT i3 MeToro eiMiHaIil
ypaskeHoro IJjoja, II0 CTBOPIOE He OJHO3HAUHY €MOIIIMHY CHUTYyaIlilo
B poauHi2l6, Bkasane yCKJIQZHIOE IICUXOJIOTIUHY OOCTAHOBKY B POJMHI
Ta BHUMAara€ Big JIiKapa TOHKOIO MOPaJbHOTO IIOBOAKEHHSA B
3TJIaIKyBaHHI Ba’KKOl OOCTAHOBKMU.

Tak, 30KpeMa, 3 TOUKU 30Py He JUPEKTUBHOIO KOHCYJbTYBaHH,
JKiHKa MOBMHHA 3POOUTH 3BaKEHUU BUOIP CTOCOBHOI'O CEJIEKTHBHOTO
abopry. BesaymoBHO, (pi3MUHO 1 MCUXOJIOTiUHO, IIe MEHII ApaMaTu4YHO,

215 (de Jong A., Dondorp W. J., de Die-Smulders C. et al., 2010).
216 (de Jong A., Maya I., van Lith J. M., 2015).
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caMe Ha paHHiIX Tepmimax BaritHocTi?!?. CraagHi OHUTAaHHS CJIiT
BUPIIIyBaTH 1 IIpu BeAeHHI OaraTomiaigHol BariTHocTi. Amke, SIKIIIO
IiarHOCTOBAHO IIATOJIOTiI0O YV OJHOTO ILJOJa, a 1HIINWN — 3J0POBUIA,
IIOCTA€ BaKKMII BHMOip: maTwm KUTTA O0OM MOiTAM UM IIlepepBaTu
BariTHicTh, amKe, Bimomo, 110 ¢deromua wMmoxke (y OilabmIocTi
BUINAJKaX) IIPU3BECTU M0 3arudeJi i gpyroro mioxa2ls,

OpauM i3 mpobJeMHUX IUTAaHb, AKe IIiJHIMAaeTbcA y HAYKOBIil
JiTepaTypi CTOCOBHO IIMPOKOTO 3alpoBaJKeHHS CKPUHIHTOBUX
METONiB BHUABJEHHS TPHCOMil, € BH3HAUEHHS BILJINBY HOBOI
METOHOJIOTiI Ha 3MiHM KIiJIBKOCTI BariTHUX, AKi 3BepTalThCS MO0
JiKapiB-reHeTHKiB, e(PeKTUBHICTh BCTAHOBJIEHHS MIiarHO3y XBOpPOOU
IlayHa B JOPOAOBOMY IIepioni, IMOKa3aHHA M0 HITYYHOTO 3aKiHUEHHA
BariTHOCTI B3TiIHO pe3yJIbTaTiB IIPeHaTaJbHOTO OOCTEeKEeHHS,
INHaAMiKa IMOKa3HMKIB HapoIKeHHs miTeill 3 I[i€io maroJoriero. Tak,
dokpema, Hill M., Barrett A., Mahesh Choolani M. et al. y 2017 poiri
IpeAcTaBUIN  aHANi3  nyOJikalii, Akl  BucsiTaioBaau 40
CIIOCTepe)KeHb 3aCTOCYyBaHHS He 1IHBa3MBHOTO IIPEeHATaJbHOTO
TecTyBaHHA B KJIiHiKax CIIIA, Asii, €Bponu. € cBiguenusa, y mijomy,
IT0 KiJBKICTh TOAPY!KHIX 1map, $AKiI IPOXOAATH IIpeHaTajibHe
TeCTyBaHHs, 3POCTAE.

IIpore, He B30BciM 3po3yMiauM € Te, UM MAIHACHO KIHKH, V
MaliOyTHHOMY, 3TOAHI Ha IIepepuBaHHSA BariTHOCTI HmicJisg ogep:KaHHSA
pes3yJabTaTiB 00CTEeKeHHs, HaBiTh, IIPU BUABJEHHI Y IJ0LA CUHIPOMY
HayHa. Iloka3HMKH KI1JIBKOCTI AiTel, AKi HAPOAMUJINCH 3 CUHAPOMOM
IlayHa, 3HaUYHO BiJIpi3HAIOTHCSA y PidHUX KpaiHax i, HABiTh, B MexKax
TepuTopili oOAHIel KpaiHM, Vy 3aJeKHOCTLI BiJ BiZHOIIEHHA OO
IIpeHaTaJbHOTO TEeCTyYyBaHHSA Ta CTaBJeHHA MO0 iHBaJgimHocTti. Ha
pillleHHs IIepepuBaHHA BariTHOCTI BILJIMBAIOTh, 3a3BUYall, peJIiriiiHi,
coIiaJbHlI Ta KYJbTYpPH1I Tpanguiii. BcranoBiieHO, III0 uYacToTa
IIepepuBaHHSA BariTHOCTi, IIicJad 3ampoBaJ’KeHHA MIpPeHaTaJbHOTO
TeCTyBaHHSA, y Pi3HMX KpaiHax He 3MiHMJach abo 3HM3WJIACh, ¥
IIOPiBHAHHI 3 1IIepiogoM MO0 BBeJEeHHSA METOIUK JOCJigKeHHS
aHeyILIOoimii. ABTopnu myoJrikaifii ~ IpOIOHYIOTH  IPOBOAUTH
MOHITOPUHT IIONYJIAIII 3a1JIs OTPUMAHHA OiJIBII JOCTOBIpHUX JaHUX.

IIpu nromy, € pax i iHmMUX npoblIeMHUX NHUTaHb, 30KpeMa:

AKx eukxopucmamu nNPUHYUN «HE HAWKoOby Y 6unadky
3ACMOCYBAHHA CYLACHUX Memo0di8 npeHamanbHol 0iazHOCMUKU, W0

217 (Clarke A. J., Wallegren-Pettersson C., 2019).
218 (Cracenxo T., 2017).
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00380/110Mb  6CMAHOBUMU NPOZHO3 HAPOOMHCEHHA OUMUHU i3
xeopoborw JTayna?

Ax i komy, y uvomy eunadky, MU NOBUHHI «He HaAWKOOUmMuU»?
Mamepi: donomozmu no3bymucs 6i0 x80poi dumurnu 00 nossu Ha
ceim i Hanecmu L, Mum CAMUM, CEPUO3HY NCUXIYHY U @QI3UUHY
mpasmy? umuni: 30epeemu Humms 1 npupekmu il020 Ha
icCHYysaHHA Ak ineanida?

Tok, TaKTHUKAa BeJleHHS BariTHOCTi, YV BUNAJAKYy BUSBJEHHS IIJIOAAa
3 BPOIKEHHMMHU BaJaMH PO3BUTKY, € aKTyaJbHOIO IIPO0JIEMOIO
IIpeHaTaJbHOI aiarHocTuku. Ha mnpaBuabHiCTE 00paHOTO pillleHHSA
IIOBUHHI BIIJIMBATH: TEPMiH BariTHOCTi, JOKaJbHUI, CUCTEeMHHU ad0
CUHIPOMAJBbHUI  XapakTep BaauW, MOMKJIMBICTL HeOHAaTaJbHOIL
KOPEeKIIil, CTYIIiHb BayKKOCTi1 BUABJEHUX 3MiH.

3a marip 10, K 3a €IUHUM OIIIKYHOM HEHAPOIKEHOI IHUTHHMU,
3aJIUIIAEThCA TaKM TIIpaBO IIpUHMAaTH BiAIIOBigHe pilmeHHSA. A,
3aBIaHHA CIIEI1aJIICTIiB MeIUKO-TeHETUUYHUX KOHCYJIbTAIl1l IT0JATae y
IOIIOMO3i JIOOAAM i3 OOTAKEeHUM TeHeTUUHHM aHaMHe30oM albo 3
BUSBJEHOIO IIATOJIOTi€l0 IpH IIpeHaTaJlbHOMY TecTyBaHHi. IIpore,
reHeTHYHe KOHCYJLTYBAaHHS €, BITHOCHO, HOBMM HampAMOM i
IIpaKTHKa MOro € He 30BCiM CTaHIApPTU30BaHOIO. DBiabIIicTh
cIeIliajicTiB, 3aAidHUX y IIPOIleC MeJUKO-TeHeTUYHOl KOHCYJabTallil,
3TrOMHI 3 THUM, II0 KOHCYJIbTAHT THOBHHEH MOOCAITH POIYMiHHA
KOHCYJbTYIOUM OTPMMAaHOI MeAMYHOI iH(popMmaIiii Ta colliaJbHUX
HACJiAKiB XBOpoOM y TaKiit Mipi. 11100 3pobuTy 3BarKeHU BUOIp.

Came 11e — € mepIIuM 3aIIUTAHHAM J0 KOHCYJIbTYHUOTO

no-nepuie — 4u 6Uu 3po3ymiau 0aHi npo pe3yrvmamu
obcmencenns?

no-opyze — uu 8u dogipseme MeHi?

Bpemniri-pemnit, uu 3aTeH KOHCYJbTYIOUNM aHAJNi3yBaTU CUCTEMHO
iHgopmailriro, 0aJaHCYIOUN MiK PUBUKOM Ta KOPHCTIO, MiK PHU3UKOM
i IMOBipHiCTIO, HEOOXiZHMMU AJIA NPUMHATTSI aBTOHOMHOI'O BHOODY.
fIka 3a AKicTioO i KiJIbKicTIO MOBUHHA OyTH HeoOXimHa iHdgopmaliia y
pasi mpeHaTaJbHOTO TECTyBaHHS?

HeobxigHo moHecTM [0 BariTHOI KiHKM He JHIIIE XapakTep
MeJIMYHOTO BTPYUYaHHS, a TAKOXX KOMIIETEHTHO BUKJIACTU Pe3yJabTaTu
IOCJIMsKeHHSA 3  1HTerpajJbHOIO  OIIIHKOI0 TIOKasaHb  3aJs
ImepepuBaHHA BariTHOCTI. Ho1ijibHO 00roBOpOBATHU pisHi
aJIbTepHATUBHI BapiaHTu cTocOoBHO pemnpoxaykiii. Ile sabe3meuunTsh
MOJKJIMBICTh BariTHi# Ta i1 pOAMHI 3pOOMTH I'PaMOTHHII aBTOHOMHIMA
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PeIpoaAyKTUBHUM BHOip, OTpUMAaTH, V pasi HeoOXigHOCTi, JOCTyI OO
MEIMYHOTO Ta COIliaJhbHOTO 3a0es3leueHHsI, OyTm oO0i3HaHUMU 3
HOBUMM JIIKYBaJbHUMM TeXHOJIOTiAMM, SKi HaJZaagyTh IM 3MOTY
BHUPillIeHHs 1Ipo0JieM CTOCOBHO 3IO0POB’S Ta PempoOAyKTHUBHUX
IIePCIIeKTUB y MaliOyTHBOMY AJIA KOHKPETHOI Imapu.

OobmeskeHa iH(popMarlisa abo i BigcyTHICTL 3BYKY€E KOJIO 3aXO0/iB,
10 IPUHECYTh OaKaHill penpoayKTUBHHII edeKT KiHIi, a 1me —
3HeBara cBoiMu npodeciiiummMu  000B a3kamu. Jlikap-remerux
IIOBMHEH MaM sITaTU, II[0 0T'0 POJIb He 3BOAUTHCA 10 OaiigyKol Bugaui
iHgopmaiiii. BuHocauu BEPAUKT, JiKap IIOBMHEH He JIUIle HagaBaTU
iHopmaIlliro PO CTaH BHYTPIIIHBOYTPOOHOTO I1JOda, aje U, y
BUIAJAKY HaABHOCTI T'eHETUYHUX Bal, AOINOMOITH POAMHI 3poOUTU
PEenIpoayKTUBHUN BUOip, 110, Yy TIJ00aJbHOMY CeHCi, B3MiHIO€E
IMONYJIAIINHY CUTYyAaIlilo.

ITpusuaemo, mo y 1966 pori Oyso 3pobJeHO BaKJINBI KPOKH Y
HAOPSAMKY eJiMiHallili reHeTUYHMX XBOPOO 3aBAAKU BIIPOBAIKEHHIO
METOMO0JIOTII BU3HAUEHHS XPOMOCOMHOI KOHCTHUTYIIIlI IJjoja IIe Ha
eTami HaAXOMKEeHHs B IIOPOKHMHI MaTKu. Y IIOJaJbLIIOMY, IIi
TE€XHOJIOTil yAOCKOHAJIOBAJNCA, IO a0 3MOIy 3HU3UTU YaCTOTY
IMOABY TSKKHUX MeHEeTHYHNX 3aXBOPIOBaHb. IIporpama npeHaTaJbHOTO
CKPUHIHTY JI03BOJIIJIA, 30KpeMa, y CapamHil, SHUSUTH HOINNPEHICTH
bera- Tamacemii 3 1 ma 250 HOBoHapomxenux g0 1 ma 1200
HOBOHapOIKeHux. TaxkuM UMHOM, Id IIporpaMa 3amofOirjia mosasi
90,0% BumagkiB Takoi martosorii. BcraHoBJIeHO aHaJOTiUHY
TeHJEeHI[iI0 1 J0 3HMKeHHA uacToTu xBopobu Tas-Cakca, m’s30BoOi
nucTpodil mpm 3acTOCyBaHHI JOpPOAOBOTO CKpuHiHTY. lIpeHaranibHe
TeCTyBaHHA 3acBiIuMo 1 miATBepAuJOo ePeKTUBHY MOiarHOCTHUUYHY
CIIPOMOXKHICTh BHM3HAUEHHS MYyKoHmoJicaxapifody y JKIHOK B
ITOPOJOBUN IIepioj, IO NPU3BEJIO A0 IIepepuBaHHS BariTHOCTI IIpu
BUABJIEHHI JBOX IIATOT€eHHMWX BapiaHTIiB I'eHiB y mjaoga. TaKUM YMTHOM,
IIpeHaTajJbHe TeCTYBaHHS CYTTEBO 3HUKYE PHUBUK HAPOIKEHHS
ypaskeHUX MYKoIloJicaxapimosom miteii?ld,

Pasom i3 Tmm, HeoOXigHO 3BepHYTH yBary Ha Te, IO iCHYE
KOHCOJIimaIia Jmogeil, AKi poO3TaAgaloTh MOCATHEHHSA IONOMIiMKHMX
PENpPOAYKTUBHUX  TEXHOJIOTifi, TMpeHATaAJbHOTO TEeCTyBaHHS 3
KPUTUYHNX MO3UILiH i3 MipKyBaumb HeraTuBHOI e€Bremikm?20, Ciripn

219 (Kessels S. J. M., Carter D., Ellery B. et al., 2020).
220 TepmiH «€eBreHiKa» IOXOAUTH BiJ TPeIbKUX CJIiB ev (mobpe) i yévo (pim), mae
IIUPOKE KOJIO PO3YMiHHA Ta iHTepuperaitii. ETumosioriuno eBreHika osuaudae «zaobpe
- 166 -



Posain il
bioetnka B cuctemMi MEANYHOT rEHEeTUKN

3a3HAUNUTHU, III0 CYy4YacHI MEeTOAUKHN IIPEHATAJIbHOTO CKPUHIHTY
BKJIIOUAIOTH B cel0e eJieMeHTH €BTeHiKM, 10 3HANILIO HiATBepIKeHHs
BOOPOM I'eHEeTHMYHOI IIaToJoril, SKa IIigjasarae BUABJIEHHIO. 30KpeMa,
y CIIIA He mMae BCTaHOBJIEHOI'O JIETAJLHOI'O pPerJiaMeHTY, IO AUKTYE
BUMOTH abo0 0oO0OMe)KXeHHS CTOCOBHO IIPEHATAJBHOTO TECTyBaHHS a00
KJIHIYHOI IpaKTUKU, AKUM UYHNHOM MeAMYHI IpodecioHaNN
IIPOIIOHYIOTh, IIOSICHIOIOTH reHeTUYHi IOPYIIIeHHa221, B
IIPOTHJIEKHICTDL TaKiil mosmirii, B Kopel 3akonu 3 6ioeTuku i 3aKOHU
CTOCOBHO B3I0POB’A MaTepi Ta IUTUHU PEKOMEHAYIOTh HIPOBOILUTH
IIpeHaTaJbHI TeCTH Ta IIPeiMILIaHTAIIiMHI JOCIHiMKeHHS JuIle Js
IIeBHOI I'PynM 3aXBOPIOBaHb, HAIIPUKJAL, OJA M s30BOi AucTpopdii
ITromiena, a oA xBopoOu BisbcoHa He M03BOJAETHCS, 10 3HAXOAUTH
IIOSICHEHHS B ILIOIMHI €BreHiKkm222,

OmHak, aBTOpPM BBa)KaiOTh, IO I'eHETHYHE TECTYBaHHA B epy
CeKBEeHYBaHHSA, MAa€ pPOIIJIAJATHCA BIAINOBIAHO A0 Pi3HOMAaHITHOCTI
IIOIIYJIAIil, OCKiJIBKM, HAM, B3araji, He BijoMo, AKUI 'eHOM iCHYBaB
paHimie Ta 3a0e3nedyyBaB BUKHNBAHHSA y IIeBHOMY cepemoBumii. Tax,
Sparrow R. imeHTH(}iKye B SKOCTi HecIIpaBeIJHBOI0O KOMIIPOMIicCY,
IIIATPUMKY JIAIIEe OKpeMol ocobu pmada Ojgara TeHEeTHYHOTO
pisHomamiTTs223, A, y IiJIOMy, CYCHLJIBCTBO MA€ HPUHMTU HO 3TOAU i
BUPIiIIyBaTHU, AK MiATPUMYBaTU Ta 3aXUIATHU JIOJEN i3 TeHETUUHUMU
XBopobamu.

3asHauuMoO i Take, y npari BueHux i3 Koaywmo0ii, ge posraamaanch
OUCKYCiliHI NHTaHHS TeHeTHUYHOrO0 KOHCYJbTyBaHHs224, Jlasa

Hapom:keHUuii». Tepmin sampomonyBaB B 1883 pormi aHrailicbKuii aHTPOIIOJIOT i
ncuxosor ®. IanbTOH, 1[0 CTAMO MiATPYHTAM CTBODEHHS BUEHHS PO €BIEHIKY fAK
HaINIPAMY T'eHEeTUKY, CIPAMOBAHOT'O Ha MOJIINIIEeHHA (i3MUYHUX Ta iHTeJIeKTyaJIbHUX
AKOCTEN JIOAMHU Ta BUKJIOUEHHIO MKiAAMBUX 3a [JAOIOMOIOI0 BILIUBY Ha
penpoayKTUBHI mporecu. B momaabiioMy BigOyjgacsad IUCKPEAUTAIlIS IIOJIOYKEeHb
€BreHiKM, y B3B’SA3Ky 3 3alpoBaJKeHHAM HAIMCTaAMHU ifeli OUMIIeHHA Halii i
3HUINEHHAM, Ha IIbOMY MiATI'PYHTi, BeJINMKOI KiJIbKOCTI Jtoneit. 1110 TeHaeHITiI0 MOXKe
MPOCTiAUTH B BHUCJIOBaxX MOesIKUX BUEHUX, AKI BUMAaramoTh, IM00 B CYCIiJIbCTBIi
HeoOXiJHO HajgaBaTM mepeBary OiTAM 3 HOPMAaJbHUM T€HOTUIIOM, IIOKPAaIlyBaTHU
reHO(OH] 3 3aJTyUeHHAM HOBITHiX METOAUWK IeHHOI iH)KeHepii, pegaryBaHHS reHOMY,
KOpeKIlii reHHWX aHOMAJIii 3a JOIIOMOroI0 TeHHOi Tepamii Ta imime, a ocodbu 3
iHBaJIiZHICTIO IOBMHHI BUKJOUATHCA i3 HIOBCAKAEHHOTO JKHTTS Ha Iijgcrasi
BUSABJIEHHS ITaTOJIOTiH 3a MOIOMOTOIO IIPEeHATAJNbHOI JiarHOCTUKY Ta CKPUHIHTY.

221 (Pergament D., Ilijic K., 2014).

222 (Yang, M., Kim J-W., 2018).

223 (Sparrow R., 2015).

224 (Bernal R. M. L., Bejarano, R. J., 2018). Crarra magpykosana y 2018 pomi Ta
HOCUTh PHUTOPWUYHY Ha3By — «YUYum € TeHeTWYHe KOHCYJbTYBaHHA (DOPMOIO
€BTEHIKU?»).
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OTPUMAaHHS BiAIIOBifi Ha nOpoOJieMHe IINTAaHHS, ABTOPH IIPOBEJU
aHaJi3 HAYKOBUX IIpallb, B SKUX PO3TJAAaJNChL NpodjgeMu 0ioeTuKu,
MeJIUYHOI TeHEeTHUKM, TIeHEeTHYHOI0 KOHCYJbTYBaHHS 1 €BTeHiKH,
BimmmoBigHO, nm0 TepmiHosioriunmx BusHaueHb MeSHDeCS. [lo
KOHIIENTYaJbHO-aHAJITUYHOTO PO3TJIALy BKJoueHo 470 crareir, i3
HUX — 59 Bu3HAUeHO HAK TaKi, IO BiANIOBiZalOTh KpUTepiaMm i
posmimieni 3 1990 mo 2017 porku B ©6asax Pubmed, Ebsco,
Sciencedirect/Scielo, Social Science Journal, Wiley Online library.
Ha mimcraBi po3rasgay eTUYHUX IINUTAHb NPEKOHIIeHI[iliHOTO,
IIpeiMIJaaHTiiAHOTO, IpeHaTaJbHOTO, MOCTHATAJbHOTO
KOHCYJbTYBaHHs, #AKi posmimeni y nyOrmikamisgx, aBTopm
TOCJILI;KeHHA TiMIJAN BUCHOBKY IIpO Te, IO, B HAIIl Yac, €BreHiKa
MOJKe PO3TJIAAaTHCh 13 PI3HUX IO3uIlliii. 'eHeTYHEe KOHCYJbTYBaHHSA
BKJIIOUA€E €BreHiKy, AK KOMIIOHEHT MeIUYHOI IIPaKTUKM, OiJIbII TOTO,
iHTepecH CYCHIiJIbCTBA, II0 BiJHOIIEHHIO OO IOJITUKU MeIUIIMHMU,
MOXKYTh BILJIMBATM Ha AaBTOHOMIiIO iHAMBiAyymiB. IMmjaeMeHTaIiio
FeHeTHYHOI ceJieKI[ii oci0 y HanpaAMKY IOKpalllaHHA 340POB’d
IMOMYyJAIlil OKpeMi BUeHI pPO3TAANAIOThL SAK IIO3UTUBHY €BTEHIKY.
BinbnricTs JOCHiIZHMKIB BBasKae, IO He MOKHA JaBaTU IIOAPYKHIM
mapaM pagu IIOA0 HapoIKeHHs OiTell, HaBiThb, SKIIO Pe3yJbTaTOM
MIPUAHATOTO HUMMU PillleHHA MOXKe CTaTh 30iJIbIIIeHHA TeHEeTUYHOTO
BaHTAKy IONYJIAMii. IXHe pilleHHA He IIOBMHHE 3aj€eKaTU BiJ
MOMKJIMBUX IMKIAJINBUX HACJHIAKIB AJIA reHO(POHIY IIOMYJIAIil.
BigmoBizHo bi o) peKoMeHaIii Ta IIPOIIO3UITiHA Panu
€spomneiicbkoro komitery minicTpiB (Council of Europe Committee of
Ministers recommendation) Bu3HaHO 00’€KTUBHMM HACTYIHI
TBEPAKEHHA: IPeHaTaJbHUI TeHeTUUYHUN CKPUHIHTI, IpeHaTaJbHUN
reHeTUYHUN  JAiarHo3  Ta, OB ’sI3aHe 3  IUM, reHeTHU4YHe
KOHCYJbTYBaHHsS Ma€ OyTH He AuUpPeKTuBHuUM. Pasom i3 Tum,
KOHCYJBbTAHT He 3000B’sI3aHUN IIepeKJiaJaTH PillleHHA mpodjeMu Ha
KOHCYJIbTyIouoro. Tomy, MoxKe iH(ppopMyBaTH Ta maBaTu IIopagu, 3
orasamy Ha gopeuHi ¢gaxkTu Tta Bmbip. Ilpu mpomy, ciig 3aoxouyBaTu
IMIOAPYKIKSA IO ydacTi 0e3mocepegHbo Y KOHCYJIbTATUBHOMY ITPOIIECi.
Ilopanx i3 mumM, 3as3HaueHO, II0 IIPeHATAJbHHUN TeHeTHUYHUHN
CKPUMHIHT Ta NpeHaTaJbHUN AiarHo3 MaioTh MicIle JIMIIE IIPU BLABbHIN
Ta HOOPOBiIBHiIN iH(popMOBaHiI 3roAi ocodOM, AKa IILOIO IIOTPedyE.
Inpopmanisa, orpumMaHa i yac KOHCYJbLTYBaHHs Ta, MOIIepegHbO,
IIPOBEAEHOI0 IpeHaTaJIbHOTO reHEeTUYHOI'O CKPUHIHTY i
IIpeHaTaJbHOIO JiarHody, Mae€ OyTM ajamnToBaHa OO OOCTaBUH
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ImarjieHTa i JocTaTHsS JIJIsd OOCATHEHHS PO3YMIHHA 1 NPUNHATTA
IMOBHICTIO 1H(oOpMoOBaHOl 3roau. Bigrak, iHQ@opMallisgs TOBUHHAa
BKJIIOUATH METY TeCTYBaHHSA, pe3yJbTaTH OOCTeKeHHs, 30KpeMa
orpuMaHi pusukm. Mae OyTm yOeslmeueHO 3aXHCT IIpaB IIAIli€HTIiB:
cB00OIa BOOPY y BCiX ranyssx, IO CTOCYIOThCA I'eHeTUKH. I, BiATaK,
caMe JXiHKa € (piHAABHMM Y4YaCHHKOM IIPOIlecy PenpoayKTHBHOIL
imopmoBanoi 3roau (autonomy — aBToHowmis). Ilopanm i3 1um,
HaraJbHUMH € HACTYNHI peKoMeHgamil Pagu: HeoOximHa m0OpOBiIbHA
groja mailrieHTa (autonomy — aBTOHOMIis); INIaHYBaAaHHA 1HTEJEKTY
JIOAUHU, He3aJIeKHO Big ioro 3HaHb (autonomy — aBTOHOMisA);
BUKOPHUCTAHHA TaKOI'0 CTHJII0O MOBHM, sKa He oOpakae TigHICTb
aoguan  (autonomy — aBTOHOMIifA); cHiIbHA Koomepalia Mixk
IMalfieHTOM 1 mapTHePChbKMMU OpraHisamiaMmu, SKIIO TaKi opraHilsalil
icHyoTh (autonomy — aBTOHOMIis); IOmepemKeHHs AUCKpUMiHAaILil
nmarmieHTa poOdOTOMaBIAMU, CTPAXOBUMM KaMIaHiAMU, 3aCHOBAHOI Ha
reHeTuuHiN iHdopmallii (non-maleficence — He HagaHHS IIIKOIN);
YyTPUMaHHA BiJl IIPOBeIeHHA T'eHEeTHUYHUX TECTiB He 3a MeIUYHUM
nmokasaHHaM (non-maleficence — He HamaHHA IIIKOAM); HAaBUAHHSA
OCHOBaM TeHETHUKU epP:KaBHUX, MEIUUYHUX Ta iHMIUX OpodecioHaIiB
(beneficence- oTpuMaHHsS g00pa); KOPEKTHUHI POI3MOLLJ pecypciB
cepen; TuUx, XTO Oijgbime BChOro Mmboro Imorpedye (justice —
CIIpaBeIJUBiCTh); OyAb sAKa IIpuBaTHa iH(poOpMAIid CTOCOBHO
IIPEeHaTaJIbHOIO0 TeHeTUYHOI0 CKPUHIHTY Ta IpPeHaTaJIbHOIo AiarHo3y
IIiJIArae cyBOpil KOH(MpigeHI[ITHOCTI.

Oco0yimBy yBary mOpHUBEPTAOTh T'eHEeTHYHI B3aXBOPIOBAHHSA 3
IIOYaTKOM KJiHIUYHOI MaHidecTallii B J0pocCJOMY Bimi, A0 AKUX
BiIHOCATh HelpoaereHepaTuBHy 1martoJiorito. Ilicaa Bigkpurrta
MyTamii cmemmu@piuHOro TeHy, IO BigmoBimae 3a  XBopoOy
I'earinrraona, CBiTOBOIO acoriarmieio HeBpoJioriB ta MikHapomHOIO
acoiriamiero BuBueHHA XBopodu I'enrinrrouna y 1994 poiii 6ys1o BugaHo
peKoMeHaIlil o0 3alIpoBad:KeHHSA TeCTiB 3a4Js IPOoPiIaKTUKU He
auiie xBopobm I'enmTiHrrona, aje U iHIINX HeWpoAereHepPaTUBHUX
3aXBOPIOBAHb 13 BIJICTPOUEHUM IIOYAaTKOM, HANOPHUKJIAIA, TaKUX SK
cuimo-mepebpaysibHa araxkcia Ta gemeHIisa225, IlosBa Tarkux

225 (International Huntington Association (IHA) and the World Federation of
Neurology (WFN) Research Group on Huntington's Chorea. Guidelines for the

molecular genetics predictive test in Huntington's disease. 1994; International
Huntington Association (IHA) and the World Federation of Neurology (WFN)
Research Group on Huntington's Chorea. Guidelines for the molecular genetics

predictive test in Huntington's disease, 1994; International Huntington
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peKoMeHgaIliii cTBopmJa IPYHTOBHY OCHOBY B3aIJis HaJeEeXHOIl
KJIHIiYHOI IIPAKTHUKM IOIepeasKeHHsS XBOpoO i3 TeHeTUYHOIO
CXMJbHICTIO, HaAIPUKJaL, OHKOJIOTiIUHA IaToJorisg Ta IiHImi, $aKi
XapaKTepu3yIThCA BUHIKHEHHSIM caMe Yy CTapIInX BiKOBUX I'pylax.

Taki pexomenpgairii aas xBopobu I'emTiHrToHa Oy IPOAOBIKEHI
B HACTYHNHUX HAYKOBUX BUIAHHAX, B AKNUX PO3IJIANAIOTHCSI €TUYHI
MMUTAHHS 11010 (DOPMYBAHHS PEIPOAYKTHUBHOIO BHOOPY HallieHTaMM,
SAKi Ipm IIPOBeIeHHI IIpeHaTaJbHOIO TeCTyBaHHs OyJIM BigHeceHi OO
Py BHCOKOI'O PHU3UKY CTOCOBHO XBopobu I'enrimrrora226, Tox,
IIpeiMILJIaHTaIliliHa JiarHOCTHKaA Ta TeHeTHYHe KOHCYJbTYBaHHS
CTOCOBHO xBOpoOu I'eHTiHIrTOHA migHiMae 0e3jiu MOpaJbHUX NUTAHb
i3 O0OKy moTeHIIiMHMX OaThbKiB, IpodecioHasiB Ta cycmijabcTBa, IO
morpedye, BiAIIOBiAHO, TOJAJNBIIIOTO BUPIIIIeHHA B KOHTEKCTi CeJIeKIIil
eMOpioHa22?,

IToTpebyioTh, TaKOXK UiTKOI BigmoBimi Ta pos3B’s3aHHA 1 Taki
IIPo0JIe MM

Yy BUIIPaBAaHa MIpolleAypa IIepepuBaHHS BariTHOCTI Yy BUIIAAKY
HasABHOCTI eMOpioHa, AKUH Mae MyTallilo, III0 IPpu3Beae A0 XBOpooOu 3
KJIHIYHUMU TIpOoABaMM y IIiBHBOMY Bimi. AmKe, icHye KPUTHUYHUN
IOTJIAN JesaKuxX (paxiBI[IB CTOCOBHO Te€HETHYHHX XBOpoO i3
BiICTPOYEHUM MHOYAaTKOM 3aXBOPIOBAHHSA Ta He €TUUYHICTL CTaBJIEHHSA
3alMTaHHA IIOL0 PEIPOAYKTUBHOI'O BUOOPY IIepen OaTbraMm228,

Toxk, Imepen mIocIigHMKaMM, Yy TaKOMYy BUHOAaAKYy, IIOCTAIOTh
IUCKYCiliHI 3aINTaHHA, 30KpeMa, II10JI0 HACTYIIHOT'0: Y UOMY IIOJIATae
BiATIOBiJaJbHICTh KOHCYJIbTAHTA; AKi IIPpo0JieMH BUHHUKAIOTH SK V
MmarjieHTa, Tak 1 y JiKapsa; AKUM UYMHOM KOHCYJBbTAHT IOBUHEH
CIIIBCTABUTU IIpeHaTaJibHe TeCTYyBaHHA 3 IMIPECUMIITOMATUYHUM
TeCTYBAaHHAM; AKi mopajay AOIiIJIbHO HaJgaBaTH NPaKTUUYHUM JIIKapsaMm
IIPpY CIiBIIpali 3 HaceJeHHAM Ta ocobaMu 3 PHU3UKOM XBOpPOOU
I'erruHTOHA.

3 IIbOT'0, aBTOPHM JOCTiI)KEHHs NOpoaHaJJisyBaam iHTepB’io 50
KOHCYJIbTAHTIiB, fAKi cHemialisyBajliucsd Ha BU3HAUEHHI PU3UKY
xBopobu I'enTinrrona2?®, YuacHUKHU [OOCJIIMKeHHSA imeHTH@IKyBaamn

Association (IHA) and the World Federation of Neurology (WFN) Research Group
on Huntington's Chorea. Guidelines for the molecular genetics predictive test in
Huntington's disease, 1994).

226 (MacLeod et al., 2012).

227 (Chen H. F., Chen S. U., Ma G. C. et al., 2018).

228 (Hines K. A., Veach P. M., LeRoy B. S., 2010).

229 (de Die-Smulders C. E., de Wert G. M., Liebaers I. et al., 2013).
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CBO€ TEepBUHHE 3aBIaHHA, AK iH(opMAaIiliHWI CYIIPOBiJ IIAITi€HTIB,
MEHIIIe yBaru IPUALIAIKA IICUXOJIOTIUHIN IIiATPpUMIL Ta (popMyBaHHI
PEeIpoOAyKTHUBHOrO pimeHHa. HaiOigpmr aKTyaJabHUM eTHYHUM
IMIUTaHHAM OyJIO — IOIiJBbHICTHL yUacTi y MpeHaTaJbHOMY TeCTyBaHHI,
AKe CTBOPIOBAJIO OCHOBY MIJIA MPECUMTOMATUYHOI AJiarHOCTUKU IHOTO
3aXBOPIOBaHHsS. S3a pesyJabTaTaMM aHaJXi3y iHTepB’'I0, AYMKU
KOHCYJIBTAHTiB PO3AiJIUINCA CTOCOBHO TOT'0, HACKIJIBKU AUPEKTHUBHOIO
Mae OyTu Iopaja Jikaps IIOAO IIPOJOBXKEHHS BariTHOCTi, y pasi
OTPUMAaHHS pe3yJbTaTiB, M0 MiATBEPIAKYIOTh BHCOKUN PU3UK
xBopobu I'eHTiHrTOHa y MamOyTHBOI AUTHMHHU. Bijgbmr Toro, misHiire,
3’ABUJIOCHL IIle CTBEPIKEHHsS IIPO Te, IO PEeHpPOAYKTOJOTH, AKi
IIPUNMAaIOTh YyUacTh Y IpoIlecax eKCTPaKOopPHopaJbHOTO 3alljJiJHeHH,
HeCYThb BiAIIOBiZaJIbHICTL 3a 340POB’s MalOyTHiIX miTeill i He MOBUHHI
IOIIYCTUTHU IIePeHOC eMOPiOHIB i3 BHABJIEHOIO MATOJIOTi€I0 B MATKY
sKimkm. Ocobam, AKi € HocigaMU ab0 MalOTh BUCOKHUA PU3UK XBOPOOM
l'enTiHnrromna, IpomOHYIOThCA cTpaTerii samobiranua 1iei marTosorii y
HaMIaAKiB, IIpU IIbOMY, I'OJIOBHA POJIb HAJEXUTh caMe MEeTO0JIOril
IIpeHaTaJbHOIO Ta IIPeiMIIJIaHTAI[ifHOTO CKPUHIHTY.

Ilo Toro K, CKJagHa eTHUUYHA CUTyallid CKJIaJa€ThCA 1 y BUIIAAKY,
KoJIM cimeiiHa mapa 0e3 amamMHe3y HocilicTBa XBOpoOu, oTpuMaJia
pes3yJibTaT MPeiMIJaHTAIliMHOTO CKPUHIHTY, AKWUH CBiAYUTH IIPO
HasBHICTH MYTAHTHOI'O aJjess yV AocJimxeHoro emopiona. Ko mapa
poOuTh BUOip HA KOPHUCTh — He OyTH iH(pOpMOBAHOIO 3 PE3yJILTATOM
IOCJiIKeHHsI, a, HAIIOJIATaE Ha IIepecaKeHHl ypakeHoro embpiona,
TO CTBOPIOETHCS, BIiAMOBIMHO, CKJagHA CHUTyallisg: KoMaHza
cIemiaJicTiB 3HaAaXOOUThCA B yMoBax cTpecy. I, 3 mporo — He €
PeaAIiCTUYHNM JOTPUMYBATHCA IIOBHOI KOH(pizeHITiiHOCTI230, ToXxK, He
IUPEeKTUBHE KOHCYJbTYBaHHA  CJI  3alIpoBaJ KyBaTu  Iepen
BKJIIOUEHHAM KIHKU hifo) nmporpamu eKCTPaKOPIOPaJIbLHOTO
3aIlIiJHeHHs.

Ciaix maTtu Ha yBasi i Te, IO OAHUM i3 3aco0iB IolepemKeHHS
TpaHcMmicii xBopobu I'eHTiHrTOHa € moHAaIlisa rameT abo eMOpioHiB.
IIpore, 1A mpolleaypa 3aCTOCOBYETHLCSA He YaCTO II0 BiAHOIIIEHHIO OO
TaKol 1maToJiorii, OCKiJabKHU, OaTbKM, 3a3BHUUYail, 0a’KaloThb MAaTH
Oiosoriuno BjaacHux gitei?3l., Orike, penpoayKTUBHHUII Bubip — 11e
KOMIIJIEKCHUM  IICUXOJIOTIUHUM  mpoIllec, IO CKJIAJA€ThCA 3

230 (Asscher E., Koops V., 2010).

231 (Sauer M. V. Principles of Oocytes and Embrio Donation, 2013; Sauer M. V. Oocyte
donation for assisted reproduction, 2019, Up to Date).

=171~



Kosanbosa O. M., MukmnteHko A. O.
MeAWYHI TO eTUYHI ACNEKTU FEEHETUYHOTO TECTYBAHHS | KOHCYABTYBOHHSI

KOTHITMBHUX, EMOIIIMHMX, MOPaJbHUX Ta IIeBHUX HECBLIOMUX
eJIEMeHTiB, 0COOJIMBO AJIsd Hapu 3 PU3UKOM XBopobu I'eHTiHITOHA, A
AKOI 0Oe3aMerKHa Mpisg MaTu AUTHUHY, IEePEeKOHJMBO IIepeBaskae mepen
HeOOXiMHICTI0O ToHmepesuTH HAPOMKeHHsS JTUTHHU 3 XBOPOOOIO
Il'eurinrrouna?32, CyuacHi peKomeHgaIlil HigKpecaoOTh BaXKJINBICTDL
peKoMeHaallili KOHCYyJbTaHTa-TreHeTnKa, KOJIM IIapa MapTHEPIB MOXKe
POSIJISHYTH CBOI MipKyBaHHS, IIOYYTTSA Ta MOpPaJbHI IIHHOCTI IIle Ha
eTamni mnOpeiMIJIaHTAI[ilitHOI cTaaii, ©NpPM HAABHOCTLI uYacy mOJd
MPUAHATTA 3Ba’KEHOr0 PiIlleHHs CTOCOBHO IIOAAJILIIIOTO IIepediry
BariTHOCTi IPM BMCOKOMY PH3UKY XBopobOu I'eHTiHTrTOHA.

Y pexkoMeHIAIiAX TiAKPECTIOETHCA IIPO HEOOXiAHICTD 1A KOMKHOIL
KpaiHM Vy BiIbHOMY [HJOCTYHi J0 TIPOBeIeHHs IIpeHaTaJbHOTO
TeCTYBAHHA CTOCOBHO XBOpoOu I'eHTiHIrTOHa, BMCOKOI'O CTaHIAPTY
KOHCYJIbTYBaHHA 3 HaJZaHHaAM iH@opwmaillii, HeoOxigHOI maa
NPUHRHATTA J0OPOBiIbHOI iH(popMoOBaHOI 3roam, sSKa Mae OyTu
migmmcama BcimMa ocobaMm, dAKi OpPOXOoAWJIM TEeCTyBaHHS Ta
nmpodecionajiamu, BiZmIOBiTaJIbHIMU 3a IIPOBeIEeHHSA IIHOT'O
nocaimkenus. KoskeHn Oaskaounii IPONTH TECTyBaHHS IIOBUHEH MAaTU
TaKy MOXKJMUBICTH, He3aJeXHO Bim ioro/ ii ¢iHaHCOBOrO CTaHY.
BignmoBigHO 10 pe3yJabTaTiB IIPOBeJeHHS TeCTYBaHHS 3 IIPUBOAY
xBopobu I'eHTiHrTOHA, HEe IIOBMHHO OyTHM 3amoAidHO HIAKUX
IuckpuMiHaiiiamux  gifi. ToiK, [aad JocATHeHHS  BKas3aHOTO,
HaIliOHAJbHI Jep:KaBHI opraxisaiili oOXOpoHUM 3I0POB’S  CJif
00’eJHYBaTH 3 CYCHiJIBHUMM Ta IIPUBATHUMU MEeINUYHNMU 3aKJIaJaMU.

Bigomo, mio mpeimmniaHTaliliHa JiarHOCTHKAa 3HaMWIIIA HaIillHe
3aCTOCYBAaHHA Yy  KJIHIUHIN MIPpaKTHILi, pasoMm 31  THUM,
IIpeiMIJaHTaAIliMHIN TIeHeTUUYHUN CKPUHIHTI B3HaXOIUThCA B KOJI
nebaTiB, IO IIOTPEOYIOTh OiJBIN AeTaJlbHOTO PO3YMiHHS PO3BUTKY
eMOpioHa, PO3IINPEHHS CIEeKTPa J00pe CILIAHOBAHUX IIEPCIEKTHUBHUX
IOCJTiI)KeHb, COPAMOBAHMX Ha aHaJid HacJigKiB Oiomcii emOpiona,
oOMeKeHHS i HOPiBHAHHS Pi3HMX METOAUK IeHOTHUIYBaHHSI, BUOODPY
IMOIMYJIAIIN KIHOK /MOJsd BKJIOUYEHHS — KIHKH CcTapoinx BiKOBUX
KaTeropiii 4m »KiHKU Pi3HOTO BiKYy 3 PeNnpoOAYKTHBHUMM BTpaTaMu.
Bkasane moTpeodye 00’eTHaAHHSA 3yCHNJIb PerpoayKTOJIOTIB,
eMOpioJioriB, sIKi mpoBOAATH OioIIciio, Ta, BiAIIOBiIHO, 'eHETUKIB, AKi
BUKOHYIOTh T€HETHUUHi JociaimkeHHs. B okpemmx Kpainax €Bponu,
HaIIpuUKJaI, B Himeuuwnsni, JerajbHe peryaroBaHHSA

232 (MacLeod et al., 2013).
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IIPEeiMILIAHTINHOTO TeCTYBAaHHA € JOCUTH CYBOPUM, 0iOIICiA IMOJIAPHUX
TijleIlb — BBaXKAETHCsS HANMOLJILII CIPUATINBOIO, OCKIJIbKU, IIPH
IILOMY, He IIOPYINYEThCS iHTerpajJbHI IIOKasHUKH eMOpioHa,
He3BasKaouUM HaA Te, IO 3a JOIIOMOTOI0 TaKOr'o MIigXOoay MOKHa
BU3HAUNTH JIHUIIEe MaTepPMHCBKUU OajlaHC TpaHCJIOKAaIlii, 3amicTh
0aTbKiBCHLKOI TpaHCIOKAI[ii1233,

Bigrak, mimcymMoByoun, BUSHAEMO HACTyIIHE:

IIpeHaTaJbHa  JiarHOCTHMKA  MOJKe  BBaKaTHCA  MOPAJIbHO
BUIIPABIAaHOIO, SAKIIO BOHA HAaIllJleHa Ha BUABJEHHS IIaTOJIOTII Ha
MOJKJIMBO PaHHIX CTaAifgX PO3BUTKY JIOAMHM, a TaAaKOXK Ha MiATOTOBKY
0aTbKiB OO0 0COOJMBOIO IiKJIYBaHHSA IIPO XBOPY AuUTUHY. Pasom i3
TUM, CJILJI 3ayBasKHUTU 1 HA TOMY, III0 TeHEeTHUYHE KOHCYJIbTYBaHHS He
Iepecainye Iijieii, IIOB’s3aHUX i3 €BTeHiKOIO, BOHO MAa€ UYiTKO
MeIUUYHY 00’€KTHUBHY CIIPSIMOBAHICTh OCKiJIbKM, IIPABOM Ha YKUTTH,
JI000B i TypOOTYy BOJIOZi€ KOMKHA JIOAMHA, He3aJIeKHO BiJ HAasSIBHOCTI
y Hel TuX abo iHIIMX 3aXBOPIOBaHb. 3 YpaxXyBaHHAM BUIIleHaBEIeHUX
¢daKTiB, IIJIKOM JIOTIUHIUM € IIepeKOHAHHSA IIPO Te, III0 caMe y rajaysi
MeINUYHOI TeHeTHKH OyJI0 CTBOPEHO Ta OIpallbOBaHO CTpAaTeriio
KOMILJIEKCHOI IporpamMu, dKa CKJIaJAaeThCA 3 HOBITHIX eTamiB MeAUKO-
reHeTUYHOI'0 CKPMHIHIY, a caMe — IpeHaTaJbHOl [JiarHOCTHUKU,
IMHAMIUYHOTO MOHITOPHMHTY CTATYyCy AUTHHMU IIle H0 ii HapoaKeHHdA. A,
Ile BiIKpmMBa€ HaAYKOBO OOI'DYHTOBAHUI IIEePCHEKTUBHUMN IIJIAX 10
IIPEeKOHIIeNIIiaJbHOI IPOPLIaKTUKM 1, THUM caMHM, OO eJimMiHaIii
reHeTNYHUX 3aXBOPIOBaHb, 3araJjioM.

3. 4. NMICUXOAOTiIYHIi TO COLiIAAbHI MMTOHHS NPEHATAAbHOI
reHAepHoiI ceAeKuil

3acBifunMO, Y KOHTEKCTi IIOCTaBJIEHOTO HAYKOBO-IPHUKJIAIHOTO
3aBJaHHA, IIPO TaKe: B OCTaHHI POKM CYTTEBY yBary MeIWYHOI
CIILIPHOTU IIPMBEPTAIOTh €THUYHI IINTAaHHSA IpeHaTaJbHOI IeHIepHOIl
ceJleKIlii, AKi BiJHOCHTBLCS 0 NPaKTHKH 3aCTOCYBAHHS MEIUMYHUX
TeXHOJIOTil mJya BuOopy craTi HamankiB (3okpema, BO3 2019 Health
professionsls Gender and Genetic). Cam TepMmMiH BKJIIOUAE IEpPeJiK
IeKiJIbKOX METOAUWK: ceJIeKIlisgd eMOPioHiB MIJIsI mepeHOCY B MAaTKy Ta
iMIaHTaIlii; BUALJIEHHS  COepMH; CceJeKTHBHe IlepepuBaHHS

233 (Montag M., van der Ven K. B., Rosing H., 2009).
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BariTHocTi234, IcHYIOTh MeBHI IPUUYMHU IJs MPOBAMKEHHS I'eHIepPHOI
JeTepMiHaIlil Ta cesekIlil — HaBegeHo y Tabi. 3.5.

Tabauus 3.5 Tpiaga KIOUOBUX NPUYNH I'eHIEPHOI
JTeTepMiHAIlil Ta ceJeKIrii *

H.3m IlosicHeHHa Ta OOT'PYHTYBAaHHA NPUUYUHU

1 |MemzuuHlI ODpUYMHU - 3aI00iraHHA HAPOMYKEHHS AUTHHU, Y SKOI €
pusuk X-34UeIlJIEHOTO TeHETMYHOTO 3aXBOpPIOBaHHA. ImeHTHU(dhiKOBaHO
mouan 200 perecuBHUX X-3YEIJIEHMX XPOMOCOMHMX 3aXBOPIOBAHD,
AK1 BpaskaloTh TiJIbKM I'OMO3UTOTHUX YOJIOBiKiB. ¥ 0ararbox 3 HUX,
NpeHaTaJbHUI  JiarHO3 MOJMKJIMBO BCTAHOBUTH Ha  IIifcrasBi
0ioxXiMiUHOTO, IIMTO-T€HETHUYHOTO ab0 MOJEKYJISAPHOTO AOCJIiIKeHHSA
KJITUH, OTPUMaHUX y eMOpioHa. fIKIIO BUABJIEeHAa MaTOJOTiA 1 cTaTh
eMOpioHa BU3HAuUeHa SK YOJIOBiUa, »KiHI[I IpOmOHYeThCA abopT. 3a
YMOBU BU3HAUEHHA He ypasKeHoro eMOpioHa, BiH Iigjsarae mepeHoCy

B MATKy *KiHKH,

2 |reHIepHUR OajiaHC OiTel y POAWHU, KOJU 0AaTbKM POOJATH BuOip Ha
KOPUCTh IUTHHI IIEBHOI cTaTi y BUIIQAKY HaAABHOCTI B)Ke IUTUHU
(miTeit) iHIIOL cTaTi;

3 |HamaHHA IIepeBar [IJs [JiTell KOHKPETHOI cTaTi, HaIIpukJaamn,
Y0JI0BiUOi, 1110 00YMOBJICHO reHIePHUMU KYJbTYPHUMU,
€eKOHOMIiYHMMMY, COIIiaJbHUMH Ta iHIIOI IIPUPOAU YIIOJA00aHHAMU.

Ilcepeno * CucremMaTn3oBaHO y TaOJIMYHOMY BUTJIAAL aBTOPAMM JAaHOTO
TOCJimKeHHd

IcHyioTs TexHOJOTil TeHAepHOI ceJieKIil pisdHOro piBHA, AKi
3aCHOBaHi Ha CTBOpeHHi, IMe y 70-Tmx pokax IpeHaTaJIbHUX
TiarHOCTUYHUX METOANK, TaKUX SK: YJIbTPasdBYKOBe MOCJIiIKeHHd,
Oiomcia xopioma 1IOma, KapioTunyBaHHA (eTadbHMX KJIITHH,
OTPUMAaHUX IPU aMHIOIIeHTe3i, 110 3podMIN peajbHiCTI0O BUSHAUEHHS
cTaTi mJjaoJa B MOCTiIMIJaHTAIMHUN mepion, Ao moJoriB. Ii meTogukm;
IeTepMiHallii craTi miIoma € HaMOiJIBII HONYJAAPHUMHA YV HAII Yac i, aK
IIPaBMJIO, CTBOPIOIOTE IIiICTaBY IJs CEJEKTHUBHOTO abopTy.

IlisHimie, 3 PpPO3BUTKOM METOMO0JOTil eKCTPaKOopPIOpaJbHOTO
3aILIiTHeHHA, BiKe 3’ ABUJIacs MOJKJINBICTD BU3HAUATH CTaTh eMOpioHa
IITe 40 IIepeHocy B MaTKy. MeToonKu IpeiMIJIaHTaI[iliHOTO A1arHo3y
CTaJIXM OCHOBOIO JeTepMiHallili crari emOpioHa Ha cragii micasa
depruiisariii, aje, e A0 mepeHocy B MaTKy. IIpakTuka merepmiHalrii

234 (Handyside A. H., Kontogianni E. H., Hardy K., Winston R. M., 1990).
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cTaTi IIJlojga 3a [JOIOMOIOI0 IIpPeiMILJIaHTAIliMHOI AlarHOCTUKU,
IIEPBUHHO, BHKOPHCTOBYBaJIach ocobaMm, fAKi Oakaam 3amo0irtTu
HapoI:KeHHA aiTel 13 X-3UellsIeHMM ycHnagkyBaHHAM. Hanpukian,
50,0% xJomumKiB, HapOIKEHUX Big MarTepi, sKa € HocieM remodiii,
OyayTh MaTu II0 maToJjiorito. I[siss Toro, 1106 He mepegaTu HallagKaM
I[I0 IIaTOJIOT1I0, OKPeMi KiHKU 3 PU3UKOM reMo(iaii, IIpu IpoBeeHH]
IIPOIEeAYPH €KCTPaKOPIOPaJbHOTO 3aIllJIifHEeHHs, He JaloTh 3Toay Ha
IIepeHeceHHs JO MaTKU eMOpioHa YoJIoBiuoi cTari.

Hai6inpin epeKTUBHIM METOAOM BM3HAUEHHS CTATi BBAKAEThCS
CIIEPM-COPTYBaJIbHA IIPOIeAYypa, III0 IIPOBOAUTLCA IIfe A0 3auaTTsd (the
microsort method)235. IIpumHIHMI ILOI'O HEIHBA3MBHOI'O METOLY
II0JIATAaE Y TOMY, IO BeJinka X- XpoMocoMa MicTuTh Ha 2.8% OiabIme
HIHK, mixx TengiTHa Y- XxXpomocoma. IIpomemypa ImIpoBOAUTBLCS
HAaCTYIHUM YHMHOM:

CIIepMYy OTPHMMYIOTH BiJl IIOTEHIIiliHOTO OaTbhbKa, ii 00pPOOJIAIOTH
dayopeciieHTHUM 3a0apBJEHHSIM Ta IIPONYCKAalOTh Yepe3 CBiTOBUiL
IeTeKTOp, AKUH COPTYE CIepMy, B 3aJIesKHOCTL BiJi 1HTEHCHUBHOCTI
cBiTJIa, i, BIAIIOBIIHO, BiTOKPEMJIIOE 3pad3Ku, 10 MIiCTATh X-CIIepPMYy —
Bim Y-cuepmu. Y 1mozajabIlioMy, HeOOXimHY cmepMy MOKHA
BUKOPHUCTOBYBATH 1 AJId HITYYHOTO 3aIlJIITHEHHSA B MATKY KIHKU
(artificial insemination) abo K — BHKoOpHCTAaTH 3a JOIOMOTOIO
eKCTpakopmopaJbHoro 3samrigHenus (in  vitro fertilization).
3acTOCOBYEThLCA, YV HAII Uac, AJsd BKasaHUX I[ijJeill TaKOoK i IIpoTouHa
I TOMETP1A.

Binbpmr nmpmssanuM, Hapasi, € MeToJ BUOOPY CTaTi AUTHUHU, IO
IIOJIATAE Y 3aCTOCYBaHHSA METOAUK IIpeiMIIJIaHTaIiliHOTO AiarHoay,
AK1 OOCTYIIHiI, y HaIll Yac, KJiHiKaM, AKl cHeliajisyioThCs B rajysi
IOIIOMIMKHHIX PEeNpoayKTHUBHUX TexHoJorii. Tak, 30KpeMma, IIpu
MaHinyaamii in vitro fertilization 3 yuacrtio aimexkgiTuH i cmepMu
0aThKiB, B Ja0OpPaATOPHUX YMOBaX IIITYYHO YTBOPIOIOTHCA eMOpioHU, a
yepes TPU AHI BUAYUAIOTHLCA KJIITHHU 3 KOMKHOTO eMOpioHa, B AKUX
TOCJILIKYIOTBECSA XpoMocoMu236,

Hapaii, BimokpemaoThECcAa eMOpionn 3 Y XpoMOCOMOIO BiJ THX,
IIT0 He MailoTh Y xpomocoMmu. I, BiKe, Y MATKy KiHKU 3IiMCHIOETHCS
TpaHc@ep Juiie emOpioHa 6akamoi crari. Hessaskaroum Ha Te, 110 I

235 (Jones R. E., Lopez K. H., 2014).
236 (Jones R. E., Lopez K. H., 2014).
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Mmetonuka Hamae 100,0% rapamtiio, ogHaK, BOHa OijbIll iHBas3wBHA,
Jopora i Mae IIpPOTHPIUYA, y IOPiBHAHHI 3 CHEPM-COPTYBaJIbHOIO
TeXHiKOIO.

3 IIbOT0, BUHNKAE NMUTAHHSA: YOMY OaTbKU 0a’KaloTh MaTU giTen
IIeBHOI cTaTi?

Ilo-mepmie, roJIOBHOIO IIPUUYMHOIO € 3allo0iraHHs XBOpo0, AKi
MalOTh TeHJepHe CIOJYUYeHHs, 4dYacTillle, Ile CIIOCTePiracThbCcsa V
xJjgomunkiB. Ilo-gpyre, 0arbku 0a)xaioTh MaTH OaJjaHC giTell Y POAUWHI,
abo HamalwOTL IepeBary miTAM KOHKpeTHOI crari. MOoXKJIuBiCTH
ceJieKIIil cTaTi miTell HajJae 3MOTYy KOHTPOJIIOBATH PO3MIp POAMHU,
HaIllpuKJajk, OPpU HasABHOCTI TPbhOX CHHIB, 3a JOIIOMOTOI0 TEeXHIKH
ceJexkmii crari, 0aTbKM MOMKYTh HAPOAUTH MOOUYKY, SK OCTAHHIO
IUTUHY, 3aMICTh IIOBTOPHHX BariTHOCTell, sKi 3aBepIIyIOThCS,
3a3BUuaii, HapoIKeHHAM cuHiB. OKpemi 0OaTbKH BHCJIOBJIIOIOTH
IVMKY, IIIO CeJeKI[isI CTaTi € HepIIuM IIOCTYIIOM IJIi «CTBOPEHHS
IUTUHW» 3 XapaKTepHUMM pucaMm — ToO0TO, BHCOKHI iHIEKC
iHTeJIeKTYaJIbHOCTi, MYy3UKaJbHI 3M10HOCTi, CIIOPTUBHI TOCATHEHHS Ta
inme237, Aje, chaim OpaTm OO yBarm, IO BHCOKa BapTicThb IIHX
TEeXHOJIOTill 00MerKye IXHEe 3aCTOCYBaHHSA Yy IMPAKTUUYHIN MeIUIITHI. Y
3B’S3KY 3 THUM, IIIO CeJIeKI[isd 3a CTaTTIo Iependauae HaJaHHSA
IepeBaru OAHINA cTaTi mepejn iHIIIOIO, ITe BUKJUKAE 0€3JIiY eTHUYHHUX,
IIpaBOBHUX Ta COIiaJbHHUX IIHNTaHb, AK1, Hapasl, BHUCTyHalOTh Ha
IMepHIuii mJjaaH.

IIucKkycilo BUKJIMUKAIOTh €TWYHI HOHUTAHHSA CTOCOBHO THUIIY Ta
TepMiHYy TIIPOBEIEeHHSA CeJIeKI[lI 3a CcTaTTio, Ha AKii crafgil 1e
BimOyBa€eThcs — y ciepmi, eMOpioHi i, HaBiTh, maoAi. HesBaskaouu Ha
Te, IO BHU3HAUYEHHdA CTaTi, IIMe J0 3avarTd, He IIpusBeme o
IIOINKOMKEeHHA eMOpioHa abo mJjoza, IIi MIIpomesypH TaKOMXK
MiTHiMaoTh i 00YMOBJIIOIOTEL BaXKJINBI eTUYHI NUTAaHHA, AKi 0B’ A3aHi
3 TeHJepHOI0 [IWCKPUMIiHAIli€l0 3a paxXyHOK HaJaHHSA IepeBar
HaIjagKaM IIeBHOI craTi B dAKOCTi mepmrol guTuHM — abo
I[iJIecIIpsIMOBaHOI0 BUOOPY cTaTi HaIlaaAKy B3araJi.

3BepHeMo yBary Ha nosigomaenHsa i3 CIIIA, e mo3BoJieHO
IIPOBOAUTU TEHAEPHY CeJIeKIlilo cIepMHu IJId MeIUYHHX I[ijei, a
TaKOXK — IJd OasaHcy pmiteinn y poamuax. Tak, cepen ciMeiiHHUX map,
AKi CcKopumcTasmch IIocJyramMm Takoro cepsicy, 90,0% map

237 (Jones R. E., Lopez K. H., 2014).
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CIIOBicTHMJIM HPO cBOi Hamipu OanmaHcy B poauHi i 89,0% 3 Hux, B
SIKOCTi mepInoi AUTHUHU B ciM’l — 3a0akaan IiBUMHKY23S,

Oco0J1BO AaKTyaJbHUM Yy I[ill MJOIMMWHI € MOpaJbHUM Ta
JerajJbHUM IIOTJISI Ha TeHAepHUil BUOIp i3 He MeIUYHUX IPUYUNH,
INIPUHIIMIOBI HACTIAKY SKOI'0 IIPU3BOASATH O MOPYIIEHHSA IPUPOIHOTO
CIIIBBiTHOIIIEHHA 1, AK pel3yJbTaT, IO reHjaepHoro gucdbamancy. Tak, y
IIeBHUX KpaiHax (me, 3okpema, Iamia ta Kwurait) ocobm uosoBiuoi
cTaTi MalTh CYTTEBI mepeBaru Iepen KiHKaMH y COMIiaJbHUX Ta
€eKOHOMIUHNX 3acTaBax, TOMY, ¥ OyJum cIpoOu IIOAO0 3aCTOCYBAaHHS
ITOCATHEeHb MeIUIINHU IJIA CeJIeKTUBHOIO BUOOpPY HaimankiB. Pasom i3
THUM, Iigxign HITYYHOTO HeJOPEeuYHOI 0 KOHTPOJIIO Ha[
XapaKTepuCcTHUKaMM [OiTell IIpua3Belie M0 CTBOPEHHS IICUXOJOTIUHUX
IIOPYIIIeHb y HAIaAKiB, BUOpPaAaHMUX 3a JOIMOMOTOI0 TEXHOJIOTiM, II0
3I1HMCHIOIOTH CeJIEKI[il0 cTaTi.

Y 3B’aA3KYy 3 1muM, Biaaza Iugii, B:xe y 1994 poiri, Bugana axT min
opynmoro Mmeauunoro cyciigbeTBa «Diagnostic Techniques (Regulation
and Prevention of Misuse)», B sKkomy OyJii BBeJIeHi IIeBHi 00MeKeHHSA
IJII  3aCTOCYBAaHHSA INpPeHATaJbHOTO [JiarLHo3dy [OJs OKpeMUX
VPOIKeHUX CTaHiB i, BigTak, OyJ0 3a00pPOHEHO BUKOPHCTOBYBATHU IO
MEeTO/I0JIOT1I0 MJIf JeTepMiHaIlll cTtaTi miona.

Ilopanx i3 mmMm, 3asHaummo, mjo y Himeuuwmni OyJyo mpoBemeHO
TOCJiI)KeHHs pelpe3eHTaTUBHOI BUOipKY MOIIyJaAIlil, IpeacTaBIEHOIO
1094 wuojsoBikammu Ta KimkKamu 18-45 poKiB, y AKHX, ILIAXOM
ONNTYBaHHS, BU3HAUAJMN 1X IeHAepPHI ynomo0aHHsA BiTHOCHO JiTell Ta
iMOBipHY ix 3roay abo BifIMOBY BiJ ImpoBeIeHHs CeJIeKIlil cmepMu 3a
IOIIOMOTOI0 TPOTOYHOI ITMTOMETPil 3 MOJaJIbIIIOI0 BHYTPIIIHBO-
MATKOBOIO iHceMmiHamicro239, Tax, sokpema, 58,0% pecmoHzeHTiB
BimmoBinu, 1o ix He TypOye craTh ixHiX giten, 30,0% — Oaxkanu
MaTH PiBHY KiJbKicTh cuHiIB Ta mouoK, 4,0% — Hamaau IepesBary
cuugam, 3,0% — mouxkam, 1,0% — jguine cu"am, 1,0% — auire gfouram.
Y Toii e uyac, 75,6% pecIOHIEHTIB 3adABUJIM, IO He MAalOTh
reggepHux mnepesar, 14,2% — 3axoTiium MaTH NEpIINO0 AUTHUHOIO
xjomnuuka, 10,1% — giBumaky. A, 6,0% pecrIoHIEHTiB — IO3UTHUBHO
OI[iIHMJIM 3MATHICTHL ceJieKIlil mojsa mo 3auvarrtda, 92,0% — B3araii, He
CIIPUNHAJNN Il MOXKJIMBOCTI.

238 (Jones R. E., Lopez K. H., 2014).
239 (Dahl E., Beutel M., Brosig B., Hinsch K. D., 2003).
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BigrTax, ®HaBiTh, IIpPM TiIIOTETUYHOMY PO3IJIAAL MeIUYHOIL
mocTymHOCcTi cesekiii moisa, 90,0% omuraEmx — He OayKaau
BUKOPHUCTOBYBATH I[I0 TEeXHOJIOTiI0o. & IIbOTro, AaBTOPU POOJIATH
BHCHOBOK IIpPO Te, IO HOBITHI TEXHOJOTril ceJieKIlil IoJa MaJio
MMOBipHO npu3BenyTh v HimeuunHi 10 meBHOro im0aJsaHcy crari.

Y mHaykosi#i npami 3 Ilakmcramy HamaHo cnpo0y OIIHHTH
BifHOIIIEHHA JKIHOK i3 cigbcbKOl  MicmeBocTi gm0  abopry,
CIPMYMHEHOI0 TeHJAEePHMMHU  VIOAOOAHHSIMM, BigODOBiZHO OO
icroprmunmx Tpammuiii4d, YyacHMKaMmu OOCJHIM)KEeHHs Oyau KiHKU,
AKi mMoBMHHI OyJM 3HEIIHIOBATM CBiMl IJIiZ KiHOYOI cTaTi BHACJIZIOK
npuMmycoBux pniii. Ha mizcTtaBi eTHorpa)iuHuUX CHOCTEpPEKeHb 13
3aCTOCYBaHHSM iHTepB’I0, I'PYHOBUX CIIiBOecim 85 BumaakiB i OyJio
BCTAHOBJIEHO BIIHOIIIEHHS JKIHOK [JO 3HEIIHeHHA MJOYOK IIO
BiTHOIIIEHHIO O CHMHIB BHACJIOK cejieKTUBHOTo abopty. Lli mani
3acBIIUMIN 3MEHIIIeHHS aBTOHOMHOI mapagurMu y GeMiHiCTUYHOMY
HalIpAMKY B  pe3yJbTaTi BTpaTu JKiHKaMmu 1HAUBiAyaJIbHOIL
1IeHTUYHOCT1I B cimMmeliHiM cdepi. I, Ha gomaToK, COIIOKYJbLTYypHAa
JerimirTisaiis, BHACJIIMOK ICHYBaHHA IIaTPiapXajJbHOTO PpPEXUMY,
CIIOHYKAa€ KiHOK poOuUTH BUOIp MiK aBTOHOMI€IO Ta PEIIPOAYKTHUBHUM
Bubopom. PesyabTaTu IOTO OOCJIiMKEHHS JeMOHCTPYIOTh I'€HIepHY
00yMOBJIEHY OIUCKPUMIiHAIiIO KiHOK, IO IIPOSBJAETHCA B IMOPYIIIeHH]
CIIPOMOXKHOCTiI JKIiHOK pobOuTm cBifi BJyjacHuii Bubip 1040
PEenpoOAYKTHUBHOI IIOBEeAIHKN. ¥ CTATTi TAKOXK IIOPYIIYETHCA BaKJINBE
INTAHHSA CTOCOBHO TOI0, HAKMM UHMHOM 3pPOOHTH JeraJbHUM
CeJeKTUBHUM TeHJIepHUU abopT i3 ypaxyBaHHAM B3aKOHHUX il i3
OOKy OaThbKiB, a TaKOX MaTepiB i3 MOPO3YMIHHAM MeIUUYHUX
II0JIOJKEeHb, B3aKOHy, Tpaaulliii KpaiH, HOBHUX 0i0TeXHOJOTIUYHUX
po3pobok. Ile mociaimkeHHA TaAKOXK MOXKE CIIOHYKaATH OO0 PO3POOKU
HOBOI cHCTeMI KOHTPOJIIO IIOA0 iCHYBaHHSA (PaKTiB PenpoayKTHBHOTO
HAaCcUJIBCTBA 3 EeTHIUHMX MNPHUYMH II0 BiJHOIIEHHIO J0 BpPas3JIMBOI
YaCTUHU HOIMYJIAILil.

Ilopanx i3 mmM, y OOCHigKeHHI BUEHUX IIOJAETHLCSI KPUTUUYHUN
aHaJi3 MOUCKYypCcy mnyOJiuHmMX mebaTiB CTOCOBHO CceJIeKIlili crari.
3okpema, B ABcrpatii — Tam, 3a mepiox 3 2008 mo 2014 poxm, 110
cuiBnagae 3 BuganHaMm y 2007 po1ii — HagaHO peKoMeHgallill i3 eTuKn;
HaIliOHAJbHOI pagy 340POB’A Ta MeAUUHUX HOCJIiIKeHb, BiAmoBigHO,

240 (Sattar T., Ahmad S., Zakar R. et al., 2019).
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10 BUKOPHCTAHHSA JONOMIKHUX PENPOAYKTHUBHUX TEXHOJOTIN V
KIiHiugi#l npakTuni i HayxkoBux pospodxax24l, IlimKpeciaroeTbcs
3HAUHA [OUCKyCigd B MyOMiyHMX BHUJAHHAX CTOCOBHO €THUKU
IpeiMILJIaHTaI[IIHOTO T'eHeTUYHOT'0o AiarHody Ta TeHJepPHOl ceJieKIIil,
JEeriTUMHOCTI pPenpoaAyKTUBHOTO BHOOPY, CIEKTPY HayKOBOTO
KOHTPOJIIO, PeryJsdaimil BJIagolo JONOMIKHHUX PEIPOAYKTUBHUX
TeXHOJIOTilI, B3HaueHHA IiHAMBiZyaJbHOI CcBOOOAM Ta 3amobiramHsa
CTaTeBOl AMCKPMMIiHAIil.

IIpore, comianpHMI JOPOAOBUIT BHOIp ImoJa JUTHUHU 3a00POHEHO Y
OinbIIocTi KpaiH, OCKiJIbKU, Ile IIPU3Bee J0 AUCKPUMIiHAILI] JIIoaguHNT
3aJIe’KHO Bim TreHIepHHX Xapakrtepuctuk. MacmiTabui MopaabHI
nmebaTy BUHUKAIOTH IIPU POSTJIAAL HOBITHIX TEeXHOJIOTIM IIOJO0
3aCTOCYBAaHHAM MIKPOPIAMHHUX UYimiB 13 MeTO He MeIWYHOI
reHZepHOl ceJiekIfii242, 3BepraeThbcA yBara Ha HEOOXiZHICTL HOBUX
TeXHOJIOTiH, AKi 3MiHIOIOTh MeJUUYHY IPaKTUKY, a TAaK0K, OJHOYACHO,
Ha II0JaJIbIlle MOTJINOJIEHHA eTUYHUX PO3TJIAMIB COPUMHATTS 1 OI[IHKU
KOHIIeNnIlil aus3aiiHy, KOPMCHOCTLI Ta MeHEeIKMEeHTY MeTOoUK
COpPTYBaHHsA cnepMH 3 (pOKYCOM Ha 3MICTOBHICTh BU3HAUEHHS yV IILOMY
KOHTEKCTi IIOHATTS «KOPUCTBL-IITKOIA» .

IIpu nbomy, 3a3HaUMMO, IO y ImocTaHoBL «CeJieKITis craTi Ta mpe-
IMILIaHTAIIMHUN TeHeTUYHUNM JiarHos3», sKa BHuUIaHa i erimoro
eTUYHOTO KOMiTeTy AMepHKaHCHhKOIO TOBapHCTBA 3 PENPOAYKTHUBHOI
MeIUIINHY, NiJKPEeCJI0EThLCSA TaKe: IIPeiMIJIaHTaI[liHIN IeHeTUUYHUN
miarHos3 aJsi BumOOpPY cTaTi He IOTPiOHO IIIMPOKO 3aCTOCOBYBATH,
OCKiJIbKM, TaKWi MHigxig npuaBele OO0 PHU3UKY HellepesdoaueHoro
TeHIEPHOT0 VIIEePeAKeHHdA, COIllaJbHOl IIMKOAM, a TaKoX [0
HEIPaBOMIPHOTO IIepepo3IoAiay (piHAHCOBUX PeECcypciB, TaKUX
HEeOOXimHUX OJsd IeplioueproBux mMeAnuHux mnorped. Toxk,
3aCTOCYBaHHS IIMX METOAMK IIPaBOMipHUM € JIHIIe B MeXKax
IIPUBATHUX YCTaHOB243,

OT:xe, Ha JIiKapfA-TeHeTHKa Ta PeIpoayKTOJIora HaKJIaJa€ThCs
BeJIMKA BiAMOBigaJlbHICTh, HAK KOHCYJbTAHTIB, INIpPM BUPIiNIeHH]
IIATAHHSA OO0 TpaHchepy eMOpioHa no MaTKu Kinkm244, Y mimomy,
el IIPOIleC IIOBUHHO PO3IVIALATHA SIK MOPAJbHY IP00JieMy, OB’ I3aHy

241 (Whittaker A., 2015).

242 (Kudina 0., 2019).

243 (Savulescu J., Dahl E., 2000, Dahl E., 2015).

244 (Ehrich K., Williams C., Bobbie Farsides B. et al., 2007).
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3 COIiaJIbHMMM BUKJIUKaMU; CUCTEMHUIN KOHTPOJb TAKOTO ABUIIA, AK
BuOip crari migoma 3 OrIAAy Ha HiATPUMKY aBTOHOMHOI'O BHOODY
nmapu,/ JKiHKU, OakaHHAM OyTH «HOPMAJbHHUMU OaThbKaMM»,
IIPOSBJIATUA TYpPOOTY PO ManOyTHE TUTUHU, HidK 3aJ0BOJBHATHU CBOI
BJIacHiI ymomob6anHsdA. IIpy mbomMy, MOKJIMBOIO € HiATPUMKA PillleHHSA
0aThbKiB, 3a yMOBH, SAKIIO CeJIEKIIisg cTaTi 3amogigHa 3 MeTOlo
Ionepe:KeHHA HAaPOIKeHHA XBOPOl JUTHHMN.

Pazom i3 Tmm, ciig 3BaskaTm 1 Ha Te, IO cHeliagicTu, AKi
IIPUNMAaIOTh YYacThb Yy BeIeHHI pPeInpoAyKTHUBHOIO IIPOIleCcy, IIpU
HasIBHOCTI IeKiJTbKOX eMOPiOHiB, TAKOK BUPINITYIOTh €TUYHI IUTAHHA,
AKOMY eMOpPiOHYy HajaTH IiepeBary 3 METOIO iMIIJIaHTaIlii, AJs TOTOo
1100 PO3BMBABCA «3J0POBUI ILJIOA». ¥ TAKOMY KJIHIYHOMY CIleHapiio
IIPUIMAaETLCA A0 yBaru SAKiCTh Ta reHeTHYHHI cTaTyc eMOpioHa, SK
3acTaBa VCIIIIIHOI BariTHOCTi, III0 MOBMHHO MJOMiHyBaTH Han
eTHIUHMMM ynomoOaHHAMM BMOOpPY cTaTi. 3aBIaHHSA KOHCYJbTaHTAa
IIOJIATa€ B YMiHHI JOHECTHU 0 Imapu/ *KiHKHU iH(popMallio mpo pusukKu,
IIOB’sI3aHi 3 IIeBHOIO CTATTIO, MOMKJIMBOIO iHBaJigHIiCTIO MaiOyTHBLOI
HapPOIKEHOl IUTUHU, 3 3ACTOCYBAHHAM 3PO3YMIJINX Ta IIEPEeKOHJINBUX
TepMiHiB. Y cmiBOecigi, mo Toro K, HeOOXimHMM €: OajaHC MiXK
KJiHiuHOIO iH(oOpMalielo Ta mobakaHHAMMN OaTbKiB, [JeTaIbHE
MMOSICHEHHS IIOJ0 HEOOXiMTHOCTI JOTPMMYBATUCA MEIUUYHUX IIOKa3aHb
IIicJIA IIPOBEeAEeHHA MpeiMIaaHTaI[ilfHOI JiaTrHOCTUKHU 1, Y TOMY YMCJIi,
CTOCOBHO 3arpo3 IO BiJHOIIIEHHI A0 eMOpioHa KOHKpPETHOI cTari.
Takuii migxigm € 3amopykoo 30epekeHHA  iHAMBiZyaJIbHOTO
PeIpoaAyKTHBHOIO BOOPY Ha IiJcTaBi 3Ba’KeHOT'0 IIOPO3YMiHHI.

CyTTeBe 3HAUEHHS IJISI BUPIIIIEHHS MUX AUCKYCIMHUX IINTAaHb Mae€
reHeTUYHe KOHCYJIbTYBaHHSA, IIPU HAKOMY, B YMOBax CIILJIbHOI
KOMYHIiKaIIil JiKaps 3 mamieHToM, a TaKOXK 1 uJeHaMu HMOTro POAUHU,
caim BUPImMHNTH HaANOLJABII OOJIIOYI NHUTAHHSA PeONpPOAYKTHBHOIL
IIPaKTHUKMN, 3J0POB’s IIpobaHma i #oro miteii, 3 HaJaHHAM IIpaBa
aBTOHOMHOTO 3Ba)XeHOT'0 BMOOPY Ta ypaxXyBaHHAM TNIPaBOBUX
TIO0JIOYKEHb.

3 orasaay Ha BIOPOBAJKEHHA T'eHEeTHYHOTO TeCTyBaHHS,
BilOyBaeThCsd KPUTHUUYHE OCMUCJEHHA IIMX, BiJHOCHO HOBUX, V
KJIHIYHOMY CeHCi, HaIpAMKiB, III0, 3aKOHOMIPHO, BUKJINKAaIOTh
nebaTtu: 3a («pros») um NpoTu («Ccons») 3aCTOCYBAHHA TaAKUX METOIUK
MeINKO-TeHETUYHOTO IiarHoay.
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AprymenTtu miomo oO0rpyHToBamocTi “3a” 3acTocyBaHHS IUX
METOAUK IIOJATaI0OTh Y HACTYIIHOMY: TeHeTHMYHi TecTH 3JaTHi
BCTAHOBUTH JiarHos, ileHTHU(IKyBaTU JIIOAel i3 BUCOKUM PU3UKOM
CIIAAKOBOTO 3aXBOPIOBAaHHS, [TO3BOJIAIOTH POAMHAM  3aIodirTum
yCOaAKyBaHHA TAXKKUX 3axXBOpPIOBaHbL, IIepexbadvaroTh mepeodir
BariTHocTi Ta IiI B3aBepIIeHHs, MOMKJMNBI YCKJaZHEHHS, TOTYIOTh
JKIHKY/ mapy OO0 HapoOI:KeHHS XBOpPOl IUTWHU B pPaldi BUABJIEHHA
IaToJIorii, JomoMaralOTh BHU3HAUUTUCA 3 IIOJOBXKEHHAM albo
IIPUIMHEHHAM BariTHOCTI.

Aprymentu “mporm” TaKi: TeHETHUYHI TeCTH CTBOPIOIOTH
HeHaJIeKHUM IICUXOJOTIUHUKN JHUCTpec, AUCKPUMiHAIlilo 3 OOKY
poOOTOMABI[IB Ta CTPAXOBUX KaMIIaHili, B OKpeMHX BHIaJKax
MMOPYIIYEThCA KOH(DIAEHIIINHICTh i MpUBaTHE KUTTS.

IlosHauumo HacCTyIIHEe: npu IIpoBeJeHHi aHOHIMHOTO
COIIi0JIOTiUYHOIO OIIUTYBaHHA JiKapiB-reHeTuKiB YKpainu y 2018 poiri
Oyso BcraHoBjgeHo: Jjumie 6,0+3,4% JiKapiB-TeHeTHKIB eTHYHO
IOIIYCKAaJIM COI[laJIbHY CeJIeKI[ilo ILIojza 3a crarTio Ta 76,0+6,0% —
B3araJii, He JomycKaJju. lle mo3BoJjisie 3poOUTH BUCHOBOK IIPO Te, IO
reHJepHa AUCKPHUMIiHAIIA He € XapaKTepHOKI IJA PecIOHIEeHTIB,
cepen SAKHUX IIPOBOAMJIOCS TaKe mocaimkeHHs. ToxK, y HIPUHAHATTI
TAKOTO PpiIlleHHA 3aBKIAM CJig OajaHcyBaTH Ha MeXi eTHuKwu
IEOHTOJIOTII Ta PEenpoayKTUBHOI cBOOOLMZ45,

ITonmpm mmpoki eTmuHi gebaTM CTOCOBHO COIIiAJIBHOI CeJIeKITii
craTi, oxpeMi cimM’i MOMKYTh MaTH i MalOTh Baromi mJas I[HOTO
IIigcTaBu, AKi 0OyMOBJIeHI pesiriiHuUMU, KYJAbTYPHUMHN YU iHIIUMN
daxkTopammu. Aje, y MiKHAPOZHOMY HOPMATUBHOMY HJOKYMEHTI,
3oKpeMa, y «KoHBeHI[iA IIpo 3axmCT IIpaB i TigHOCTI JIOZMHM Ta
OioMequIIMHY y 3B’A3KY 3 3aCTOCYBaAHHSAM [IOCATHEHL OioJsorii Ta
Mmenuiinan: KoHBeHIlia Ipo npaBa JoguHu i Oiomegunuuuy» (1997 p.)
— KaTeropmyHO HATrOJOINYETHCA IIPOo 3abopoHy Bubopy crati. Ilpm
IIbOMY, BUBHAE, II0: «He 00NYCKAEMbCA 3A4CMOCY8AHHL OONOMIHCHUX
penpodyKkmuBHUX mMexHON0zill i3 Mmemol 6ubopy nesHoi cmami
MaiOYymHvol OUMUHU, 34 GBUKJWYEHHAM 6UnadKie, KOAU Uue
BUKOHYEMbCA 3a01s nonepedrceHHs YcnadkysaHHs MailbymHbOIW0
OJuUMuHO0 X80p00U, N08’A3AHO0I0 i3 cmammio».

245 (Mukurenko [I. O., Bagiok B. M., Mukureunko B. B., 2018).
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TakuM YMHOM, BBa)Ka€eMO 3a MOOIiJIbHE 3a3HauuTU: aBTOPU
ITOTPUMYIOTHCS IIePeKOHAHHSA IIPO Te, IO MeAWYHA TIeHeTHKa Mae
OiibII MAacINTAaOHUI IIOTEHIIiaJ IIoA0 peasidallili HepclIeKTUBHUX
HaIPAMKIiB I[iJIeOpi€e HTOBAHOTO PO3BUTKY i momupeHHsa. OcTaHHi came
i MarTh HAMOIIBII CYTTEBe 3HAUEHHSA MJISA KJIiHiuHOI nmpakTuku. Ilpm
IIPOBEeAEeHH] MOOCJiIKeHb Yy MeAUUYHIN TeHeTUIll, Pi3HOTro CTYyIIeHS
CKJIQJHOCTi, HEOOXiJHOIO YMOBOIO €, y HepIIy Yepry, AOTPUMAaHHS
eTUYHNX Ta IIpaBOBHUX HOPM, B3aCHOBAaHUX Ha IIPUMHIIMIIAX
KOH(igeHI[IMHOCTiI, IIpollecyajlbHOI CIIpaBedJNMBOCTi, BiJCYTHOCTI
IVCKPUMMiHAaIlll 3a MeIUUYHNMM IOKa3aHHAMMU.
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NEPEAIK YMOBHUX CKOPOYEHD

aapda-PII anbda dperomporein

oera-XI' Oera-cy0OAMHUIIA XOPiOHIYHOIO IOHAJOTPOIIIHY

BBP BPOJKeH1 BaaAu PO3BUTKY

ITHEK Ie30KCipiOOHYKJIeIHOBA KMCJIOTA

APT ITOMOMIiKHI PEePOAYKTHUBHI TEXHOJOT1
III'T IIOPiBHAJIbHA I'eHOMHA Tiopumam3artis

IIra npeiMILIaHTalliliHa TeHeTuYHa JiarHOCTHUKAa
III'T IIpeiMIIJIaHTalliliHe TeHeTUuYHe TeCTyBaHHSA

IIT'T-A IIpeiMIIJIaHTalliliHe TeHeTUuYHe TeCTyBaHHSA
aHeyILJIOIaii

III'T-M CTPYKTYPHUX XPOMOCOMHUX aHOMAJIIN y map-
HOC11B MOHOTeHHUX Oe()eKTiB

II'T-SR  CcTPYKTYyPHHX XPOMOCOMHHUX aHOMAJIIHM y map-

HOCiiB 30ajlaHCOBAHMX XPOMOCOMHUX IIepedy0B

PHEK PiOOHYKJIeIHOBa KMCJIOTA
Y31 VJIBTPa3BYKOBE JIOCJIIIKEHHSA
FISH fluorescence in situ hybridization,

dirroopeciieHTHA ridpigisamia in situ
PAPP-A pregnancy associated plasma protein-A

IIpoTeiH-A, acoIifioBaHIM 3 BariTHICTIO
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NICAAMOBA

Co1ia1bHO-eKOHOMIUHHUHM cTaTyC Aep:KaBu, 100podOyT ii rpomansaH
B 3HAUHIN Mipi 3aJeXUTh BiJi HAYKOBOI'O Ta TEXHOJOIIYHOTO PiBHA
menuiinau. Cepen HAYKOBO-IIPAKTUUYHUX HANPAMKIB B OCTaHHI POKU
IIpiopuTeTHEe 3HAUEHHS HAOyBa€e TaKa rajgysb. AK I'€eHeTUKU JIIOAUHU.

Hapasi, Mu € cBigKaMu CTPIMKOIo PO3BUTKY Yy BChOMY CBiTi
reHeTUKMN, sAKa 30aratmjach TJIMOMHHUM JOMEHOM B3HaHb, IO
BKJIIOUA€ T€HOMiKY, emireHOMiKy, TPaHCKPUITOMiKY, IPOTEOMIKYy i
MeTaboJIOMiKy, IO TpaHC(GOPMYBAJOCh B BUPIIIEeHHSA aKTyaJbHUX
IMIPAaKTUYHUX ITPOOJIEM.

3 IIbOro, IIOCTAJIO, BCE CHJbHIiINIe M aKTyaJbHillle, 3alHUTaHHS
IITOJI0 TOTOBHOCTiI CHUCTEMH MEIWYHOI I'eHEeTHKU YKpaiHu y HOBUX
YyMOBaXxX COIIiaJIbHUX Ta 0ioeTHMUYHUX BUKJIMNKIB 1 PH3UKIB cTajgoMy
PO3BUTKY, HacamIlepes, yV IJOMIMHAX IMOJ0 BpaxyBaHHS MOPaAJbHUX
Ta IIPABOBUX MIPUHIIMIIIB 3alIpoBaJKeHHA 0a30BHUX NPUHIIUIIB
TeXHOIJIO0aJidaMy  IIPpM  POBIIMPEHHI  MiKHaApOZHOTO  OOMiHY
HayYKOBUMU [OCATHEHHAMHU 1 Iepexojy Ha cydyacHUU iHHOBaIliMHUN
YKJIQL 111010 3a0e3IleueHHA KUTTEAIAIBHOCTI Ta OXOPOHU 3/I0POB’H.

BuszHaBmiun BaKJAUBICTH 1 IIPIOPUTETHICTH €BOJIIOIII cydyacHOI
MeaAnuHOI chepu YKpaiHM, aBTOpaMU IIPOBeAEHO MiKIMCIHUIIJIiIHAPHE
HayKOBO-IPUKJIaAHEe [JOCJiIKeHHsS Ta VCBigoOMJeHO He JIHNIIe
KOHCOJIIAyIouy ¥  pPeryJjmolody poJib OdepP:KaBHOIO yIPaBJIiHHSA
CYyYacHOIO CHMCTEeMOIO OXOPOHM 3I0POB’s, a i, 0cO0JMBO, HATAJIbLHICTH
BU3HAUEHHS Ta (POPMYJIOBAHHS 00’€KTUBHUX MEIUUYHUX 1 €TUUYHUX
aCIIeKTiB IIPOBaIKEeHHS reHeTUYHOT'O TeCTYBaHHS Ta
KOHCYJIbTYBaHHS.

Toxxk, 3 I[i€el0 METOI0, IOCJHIMJHUKaAMU BUKOHAHO KOMILIEKCHE
y3arajJbHeHHS pe3yJbTaTiB (paxoBO-HAYKOBUX PO3POOOK y IJIOIIMHI:
CHCTEMHOTO aHaJidy BHAATHUX MOOCATHEHBL y OioJsiorii Ta mMemmuHii
FeHeTUIll; PO3BKPUTTA CYyUYacHUX METOJIiB, AKi BUKOPUCTOBYIOTHCA Y
MeOUYHIN TreHeTUIll; (opmaJizalili ejleMeHTiB I1CHYIOUOl CHCTeMMU
Kaacudikaiii cmagxkoBux xBopoO. Ilopanx i3 mum, 3ailicHeHo
aHaAJITHUYHe OmpaIljoBaHHA iHGOpPMAIIMHMUX MAaTepiaiiB Ta DOCJIiTHO-
MIPUKJAIHUX PpPe3yJbTaTiB, OCHOBHHX IIapaMeTpPiB PpPO3BUTKY 1
3aCTOCYBaHHSA IPOBiAHOI MeTOMOJIOTII y IMpaKTUIll MpeHaTaJbHOTO Ta
IpeiMIJaHTAIliMHOTO TeHEeTWYHOr0 TecTyBaHHA. Ile m03BOJMIIO
chopmyatoBaTH, OOI'PYHTYBATH Ta  pPeEIpPe3seHTyBaTH  HUIKY
iHBapiaHTHUX, HamOiJABII  IJIIAHUX, METOJOJIOTIUHNX  3acan
BOPOBAJKeHHA  IIPeHaTaJlbHOI'O0 T'e€HEeTUYHOTO0 TeCTyBaHHS Ta
IIpeiMIIJIaHTaIliiHOI TeHETUYHOI M1arHOCTHUKU 1 CKPUHIHTY.
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MicaamoBa

Maemo 3BepHYTH yBary i Ha Te, II[0 HUHI eTUUYHNN (PAKTOP BIJIUBY
Ha IIPOIlecH HAIliOHAJBHOI'O BiATBOPEHHS yce OiabIlle iHTerpyerbcs 3
IisIIbHICTIO, sfKa Ma€e Micie B ycix cdepax OpeHATAJbLHOTO
reHeTUYHOI0 KOHCYJIBTYBaHHS y KOHTEKCTiI 3abe3mnmeueHHS BHCOKOTO
piBHA SAKOCTI HAIIOrO JXUTTSA HAaceJeHHA. Moro i posrisazaeMmo,
BJacHe, fAK BayKJUBUUN aAHTUKPU30BUN KOMIIOHEHT JAeMorpadgiuHoil
perenepailii B kKpaiHi. Harosomyemo i Ha Tomy, IO He MEHIII
BaKJIMBUM acHeKTOM Y TIIOKpallleHH1 aemorpadgiunHol curyarii B
Ykpaini, y Iijomy, Ta CYTTEBOT'O 3HUKEHHS piBHSA
necrabisisamiiHOro cTpecy Ha TepeHax HAaIllol Jep:KaBu, 30KpeMa — €
iHiI[iTOBaHHA IIpoOIleciB TpaHchopMallii MeHTaJiTeTy MeAuKiB i
CYCHiJIBbHOI CBiZOMOCTi, 3arajioM, 3a ypaxXyBaHHSA IICUXOJIOTIUHMX Ta
coriagrbHMX (paKTOpPiB caMe Yy IMTAHHAX peajisallil mpeHaTaJbHOIL
reHIePHOI ceJIeKIIil.

HoIiabHUM € OigAKpPEeCcJanTH, 10 MeoIUYHA  T'eHeTHUKa
XapaKTepu3yeThCs 0araToBEKTOPHOIO CIIPSIMOBAHICTIO 3 3aJIyUYEHHSIM
MYJbTUAVCIIUILIIHAPHOL KOMaHIU ¢axiBIiB — reHeTUKiB,

PerpoayKTOJIOTIB, aKyIlIepiB, HEOHATOJIOriB, IlediaTpiB, TepameBTiB,
HEeBpPOIIaTOJIOTIB, IICUXiaTpiB, [AepMaToJIioTiB, OQTaJbLMOJIOTIB Ta
inmux. IIpu BUuKOHaHHI cBOiX ImpodeciiiHux 000B’A3KiB BOHU MOBUHHI
BUpimIyBaTu 0e3Jliu eTUYHMX IIUTaHb. OedKi 3 AKUX, HEe MAaloTh
OJHO3HAYHOI BIiAMNOBiAl Ta He BUpPIiIlleHi i Ao HaImoro yacy. Towmy,
HaJi3BUUaliHe BeJNKe 3HAUEHHSA Ma€ MiABUINEHHS PiBHA NeHETUUYHUX
3HaHb, AK1 IIOCTiMHO OHOBJIIOIOTHCS, YIOCKOHAJIOIThCA,
IOIIOBHIOIOTHCS, Y IIOEAHAHHI 3 IMOKpPAaNlaHHAM 0ioeTHYHOI KYyJIbTypU
CIILILHOTHM Ha BCiX piBHAX, IIOYMHAIOUM BiJ IIHPOKUX BEPCTB
HaceJleHHsA, 0a30BOro pPiBHA CTYAEHTIB 3aKJagiB BUIIOI MeIMYHOI
OCBiTH, YVy3arajJbHeHUX IIOJIOKEeHb — HJA cCciMelHuUX JIiKapis,
crenu(pivHNX KOHIENTyaJbHUX IIPABUJI — BIAIIOBiAHO N0 KOHKPETHOI
cIeIliaJbHOCTI.

IMniiemenTamisa eTUYHUX Ta MOPaBOBUX CTPaTEriii 'y MeAWUYHY
reHeTHUKY 3a HacJiKkaMM aKTuBisalil IpoBajKeHHs TeXHOJIOriki
reHeTUYHOI0 TeCTYBaHHSA 3 ypaxXyBaHHAM NPUHIIHIIIB MOPaJbHOCTI,
BHU3HAUEHUX UYiTKUMHN BUMOTAaMH Cy4YacHOI 0ioeTHUKM, € peaJbHUM
IMIPOAYKTUBHUM HaJOAHHAM Y cepi OXOpPOHHU 340POB’ s HaceJeHHsd. A,
BKas3aHe, CIPOMO:KHe 3a0e3leuynuTy II0SBY HOBITHLOI mIpupoOaU
pecypciB, pe3epBiB 1 MOMKJIMUBOCTEN MeIMUYHOI F'€eHEeTUKU Yy KOHTEKCTIi
CTBOPEHHA U TI'eHepyBaHHA HEOPAMHAPHUX CHCTEMHUX YMOB 3aIJs
BUHUKHEHHS HOBOUYACHOI CUTYyAaIlil y CTAaJOMYy PO3BUTKY YKPAIHCHKOTO
CyCIIiJIbCTBa Ta HaIIil.
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