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Mu xuBeMO B Takui 4ac, KOJM TEMIIU
3MiHH YSIBJICHB PO JKUTTS, JIOAHUHY, i1 370pOB's
1 XBOpOOM 3MIHIOIOTBCS 3  BEIMYE3HOIO
mBUAKICTIO. llepen KOoXKHMM 13 HAac CTOITh
HaliBaiMBima mnpoOiemMa — BCTUraTh 3a
HOBMMH  3HaHHAMH, TOEAHYIOUM iX 13
KJACUYHMMH, ONAHOBYBATU HE TUIBKU CydacHi
TEXHOJIOTI1, a 1 PO3BHBATH IIOJICHHO MHCTEITBO
JIKyBaTH, K€ HAaKOMWYMUIOCH B HAIIi KpaiHi,
3aBISKM  TaJaHOBUTHM  TIpamiypam,  sKi
3aJIMIIMIIM HaM HEOLIIHEHHUWH JOCBIi MOLIYKY
OpUYMH  TOPYIIEHb  370POB‘S  JIFOJWHH.
VYKpailHCbKMM  JIIKapsiM TNpPUTaMaHHI  SKOCTI
TAaKOTO MHCTENTBA. SIKIMIO HaM BHUCTA4YHUThH
pO3yMy TO€IHATH MHCTEHTBO JIKYBaHHS 1
Cy4yacHI TEXHOJOTIl 1 MpU LIbOMY HE BTPAaTUTHU
BMIHHS UyXKy 011y 3p0OUTH CBOEIO, MU 3MOXKEMO
BXKE B HaWOmMWXK4YiMl dYac CATHYTH 3HAYHHUX
NO3UTHUBHUX 3MiH B OXOPOHI1 3710POB ‘1.

CyuacHi ysIBIEHHSI TIPO KHUTTS JIIOJMHH,
peasibHa MOTEHIIfHA MOKIIMBICTh 3MIHUTH HOTO
TEPMiH, CTBOPIOIOTh HEOOXIJHICTh BHU3HAYEHHS
[OYaTKOM JKUTTS Mepury 3YyCTpid CTaTeBUX
KITHH, iX noegHaHHa 1 “Bemukuii Cmoamax™
HOBOro XUTTA. Konmu My HaBumMocs O6auuTH B
e HeHapo pkeHi autuHi JlroguHy 13 ycima i
paBaMH, TOJII ONMAHYEMO 3AaTHICTIO MO3UTHBHO
BIUIMHYTH HE TUIBKM Ha SKICTb Hepediry
BariTHOCTI, @ 1 Ha BeCb TEPMIH JKUTTS KOXHOI
JOAMHM, ©00 Bce, LI0 MOPYIIYETbCA B

I'enu He 1J1s1 TOTO, 100 BUKJIMKATH XBOPOOH. ..

Mertt Pipai “I'enom”

MpeHaTaTbHOMY TIepioAl  OHTOreHe3y, Oyne
CYIIPOBOJDKYBAaTH JIOAMHY Ha MPOTS3i BCHOTO
#uTTa. CamMe TOMy MM BBa)Xa€MO, L0 HACTaB
TOM Yac, KOJIM IHTerpallis TeHETUKU 1 MEIUIIMHA
CTajla BKpail Ba)JIMBOIO Uil KOXKHOI JIFOJUHH,
JUTSE KOYKHOTO JIKaps, 1715l KOXKHOI KpaiHu.

Mu cnopoOyBany Ha MiJICTaBl aHaNI3y
OCHOBHHX IIOKa3HUKIB 3aXBOPIOBaHb 1 CMepTi
mited B XapkiBChKIM  00JIacTi  MOKa3aTu
BOXIIUBICTh Takoi iHTerpamii. XapkiB cTaB
MICTOM, B IKOMY Maifke 45 poKiB iICHY€e MEIUKO-
reHeTHYHA CIyX0a, OJHI€I0 13 0coOIMBOCTEH
AKOi €  peaJgbHE  TO€AHAHHS  3yCHJIb
OpraHi3aTopiB OXOpPOHH 3J0pOB‘s 1 JIKapiB-
TEHETHKIB y MOJIMIIEHH] 370pOB‘s HACEeJEeHHS
perioHy. 3a Takuil BENUMKHUH TEpMiH CIHIBIpaLl
BiIOYJIHCS SIKICHI Ta KiJIbKICHI IWHAMIYHI 3MiHH,
Kl UIIOCTPYIOTh €(EeKTUBHICTH TPhOX pIBHIB
npodiakTUKU  CMagKoBOI  maTtojorii  —
NEpPUKOHLENIINHOT  (TIepBUHHOI), BTOPUHHOI
(MeauKO-TeHEeTHYHE KOHCYJIbTYBaHHS 1
IIpeHaTaJIbHa JIIarHOCTHKA), TPETUHHOI
(ckpuHyIOYi  Tporpamu Ta YTOYHIOIOYA
JIIarHOCTHKA).

Amnaniz  gemorpadiuHoi curyamii B
perioHi IT0Ka3aB CyTT€EBE 3pOCTaHHsA
HapOJKYBAaHOCTI, IO  MOXHa  BBaXaTH
eeKTHBHAM TOETHAHHAM 3ycHib Jlepkasw,
perioHy, JKapiB 1 HaceleHHS Yy TOJOJaHHI
HETaTUBHUX TEHICHIIIH.
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BigMigaerses crTiifika TEHIEHINA 10 3HIDKEHHS B
JTUHaMII cMepTHOCTI niTel. Lle sBuie HOCUTH
HEBUITAIKOBUI XapakTep Ta BiAOMBaE iCHYIOUY B
pEerioHi IHTErpamir0 B [ISUIBHOCTI aKyIIepiB-
TIHEKOJIOTIB, MeaiaTpiB, reHeTHKiB. CBiqYeHHIM
PO TaKy IHTETpaIito MOXXe OyTH MPOBEIACHHS
cnenianpaux Koneriii, mpucsuenux “Excrnancii
TEHETUKH B MEAWIMHY , HASBHICTh y KOXHIN
TUTSYIA  KJTHINI,  TOJOroBOMY  OYAHHKY,

3a npuynHammu cmepTi
(Bcboro 254 anTNHWK)

3,1%~2,8%

B [MepuHaTanbHi ctann (134 oumHK)

B BpopaxeHi Bagun po3suTky (67 Aiten)

0O 30BHILLHI OTPYEHHS, TpaBMU Ta HelacHi Bunagku (11 giten)

O XBopobu HepBOBOI cuctemu (8 aiten)
B |HbeKUiHI XxBOpoOu (7 aiten)

O [Hwi

CHemiaTi30BaHuX TUTSIUNX yCTaHOBaxX
MOCTIHHUX KOHCYJIBTAHTIB — JIIKapiB-TCHETHKIB.
[TocriifiHa y4acTh JiKapiB-TEHETHKIB y pPOOOTI
Koopaunamiitnoi Paau 3 oxopoHu 310poB st 1pu
OOGunacHiii nmepkaBHiM aaMiHICTpalii BigOuBae
po3yMiHHg Bnagu poni MeAMYHOI T€HETHKH Y
MOJ0JIAaHHI HANBaXJIMBIIUX MPOOIEM XKHUTTA 1
3JI0pOB ‘Sl JIFOJIUHHU.

IIpuyuHM cMePTi B 3aJ1€KHOCTI Big Macu
Tijla IPU HAPOJKEeHHI

500-999  [TlepuHaTanbHi cTaHu - 46
TEN

1000-1499 |[lepunaranbHi cTanu — 34
mrter, BBP — 4 nutunu

1500-1999 |[lepunaranbHi cTanu - 18
nmitert, BBP — 9 nmitei

2000-2499 BBP — 11 nmire,
MepuHaATaIbHI CTaHU — 7 ATl

2500-2999 BBP — 14 niten,
nepuHaTaidbHi cTaHu — 11
JiTel, iIHpeKiiH XBOpoOH —
3 TUTHHUA
BBP-14 nirteii, nepuHaTaibH1
crauu — 10 miTe, HemacHi1
BUIIAJIKU — 2 JIATUHU, XBOPOOH
HC Ta kpoBooOiry 1o 3
JIATHHH
BBP — 13 niteii,
MepuHaTaIbBHI CTaHU- 8 TITEH,
HEIIACHI BUMAJKU — 3 TUTUHU

Puc. 3. Cmpykmypa cmepmnuocmi oimeit 1-20 poxy srcummsa y 2008 poui (%)



AHai3 CTpYKTypH CMEPTHOCTI JiTeil 1-Tro poky
JKUTTS TOKa3ye HalOUIblly MUTOMY Bary
nepuHatagbHux cTaHiB  (52,8%). IcHyBaHHs
MEPUHATATIBHOIO IIEHTPY B M. XapKoBi 1 pazom
13 CIIEIiai30BaHOI0 HEOHATAILHOIO KIIIHIKOIO,
K1 € 623010 1BOX Kadeap MEAUYHOI TCHETHKH —

TTosimMopghism B reHax ¢poAaTHOrO HHKAA.
Amnriomarosna ¢gpopma ramaprosa

Ericuaapom. I'omonucruraypia

Puc. 4.

Po3kpurTsi TallHM TOYHOro [iarHo3y TakK
3BAHUX NMEPUHATAJLHUX CTAHIB NMOTPedy€E:

e BukopucraHHs CydacHUX MOKJIHBOCTEH
MpPEeHaTaIbHOI IarHOCTUKHU, BEKTOP SKOT
MOBUHHUNA Bce OiJbllle  3MIHIOBATH
HampsMOK B OiK JIIKyBaHHs, a He
eBTaHa31l.

e  MOXIUBICTh OTpUMAaTH BXXJTUBY
iHpopMalilo TMpo cTaH 370pOoB’S  IIe
HEHApPO/DKEHOT JUTUHHU 30aradyeThest
3aBIISIKU MTOKpAIIEHHIO SIKOCTI

XMAIIO 1 XHMY, no3sommio 3a0e3leuuTH
JIOTIOMOTOI0 BEAYYHX JIIKapiB-TeHETHKIB XBOPHX
JITEH 3 mepumx 4aciB iXHpOro kUTTs. Came 1e
MIPUBEJIO 0 PAaHHBOI YTOUHIOKYOiI T1arHOCTUKU
CIIQAKOBOI MATOMIOTI 1 Iie BIIOMBAIOTH HaBEIEHI
BHUITaJKH.

Auruna K.
Aiarsos npu HanpasaeHHi: acdikcis.
Cyaomuwnii cuaapom. HaGpsk roaosHoro

MO3KYy.
VYrounenuii Aiarnos: Meraboaiuna Kpu3a.

CXO >xupHHX KHCAOT.

Antuna A.
Aiarsos npu Hanpasaensi: Koma.
VYrounenmnii Aiaraos: Koma. MeraGoaiuna

Kpu3a.

CXO sxupaux kucaor. l'omonucrunypis, I
THII

Bi3yaJbHUX, 010XIMIYHHX,
MOJICKYJISIPHUX, MOJICKYJISIPHO-
LUTOTCHETHYHUX METOJIB JOCIIIKCHHS.
[linBumieHHsT piBHS Cy4aCHUX 3HAHb B
UX  HampsIMKax €  TEePMiHOBOIO
HeoOXigHicTIO, 00 BOHHM JO3BOJIATH
MEAWIIMHY IUI0JIa BUBECTH 13 MEXi
HAayKOBUX PO3POOOK 1 TIEPETBOPUTH B
HOBY  SIKICTh  CIIOCTEpEXCHHS  3a
BariTHOIO B JKIHOYMX KOHCYJIbTaIisix. B
perioHi  OOCTeXXEHHsS  IIe  IMHUTaHHS



BUPILICHO BX€ JaBHO 1 3HIHCHIOETHCA
e(eKTUBHA nporpama MIOJTOJIAHHS
HE3HaHHS gyepes B32€EMOJIII0
OpraHi3aTopiB OXOPOHHU 37I0pOB’s 13
KadeapaMu MEAWYHOI TEHETUKH. ATe,
0C3yMOBHO,  TOJIOJIAHHS  ICHYHOYHX
CTEPEOTHUIIB B OIIHII NEPHUHATAIBHUX
CTaHIB  JIIKapsIMU-HEOHATOJOTaMH 1
nemiaTpaMu  TOTpedye  TOJANIBIIOTO
PO3BHTKY.

e [lpenatampHa JiarHOCTHKA BPOJHKEHUX
BaJ PO3BUTKY € BAXJIMBHUM €TallOM Yy
3a0e3nedeHHi  HAapO/PKEHHS  340POBOL
TUTUHU. B perioHi BigmiueHa CyTTeBa
TEHJEHI[ISl 0 3HW)KCHHS NMUTOMOI Baru
BBP y ctpykTypi cMepTHOCTI HiTeH, 1110
€ HACIIJKOM ICHYIOYOi iHTerparmii mIii.

OmauM 13 mpukiagiB - epeKTUBHOL
iHTerpamii € B3AEMOJIA  JIIKapiB-
TCHETHKIB 1 JUTAYMX XIpypriB, fKa
JI0O3BOJIMJIA TIPOBOJIUTH €(PEKTHUBHY 1
CBOEYACHY Xipypriuny KOPEKIIiIO
3HaWJICHUX MPEHATAIBHO B/l PO3BUTKY B
nepIi TOUHM MICIIs HApOKeHHA. B 1ieit
Yac PO3BHBAETHCS HAINPSIMOK JIIKYBaHHS
wioga uepe3 ioro mepmuii BeecBiT —
MaTip y BUNAJKax BHYTPIITHLOYTPOOHOI
iH(pekmii Ta MeTadoNYHUX TOPYIICHb.
Came 3aBASKM  TakOMy JIIKyBaHHIO
HApPOJKYIOTHCS TUCSYH 3/I0POBHX JIITEH.

@/

2003 pik

2005 pik

2007 pik 2008 pik

Puc. 5. Oxonnennsn sazimuux 0gopazoeum Y3 cKpuHinzom
00 22 muscnie eazimmnocmi (%)

XapKiBCbKUM aKyuiepam 1 TE€HETUKAM
OpUTaMaHHa CyMiCHa Tpausg Yy PO3BHUTKY
MpeHaTaIbHOI JIarHOCTHKH. OxornuieHHs

BariTHUX MM METOJIOM JIOCIIKEHHS JIOCSTIIO
BUCOKOro piBHA. CBoe€4yacHe CHpsSMYBaHHS
BariTHUX B MEAUKO-TEHETUYHHHA  LIEHTP
JO3BOJISIE HE TUIBKH BCTAHOBUTH CITaJIKOBY
aToyiorifo, a 1 CYMICHUMH  3YCHJUIIMHU
MO3UTHBHO BIUTMHYTH Ha 3/I0POB ‘S JTUTHHHU.
Illancn  HWacTaHHsA  BariTHOCTi, il
HOPMaJIbHOI Tewii 1 HapOJKEHHS 30POBOi
JUTHHU Yy KiHKH B Bili 20-30 pokiB CKJIaaroTh
21-28% TpOTATOM OJHOTO MEHCTPYaJbHOTO
mukny. 60% 3uror enmiMiHyeTbcs Ha Tpe- 1

paHHIX TMOCTHATaJbHUX €Tamax pPO3BUTKY. 15-
20% KJIIHIYHO pO3Mi3HABaHMUX BariTHOCTEH
CIIOHTAHHO 3PHUBAIOTHCS IPOTIATOM  IEPIIOTO
TPUMECTDY.
UnHHHMKH IPEHATAJIbLHOIO BiIOOpY:
e ['eHomHi MyrTamii — 4YHMCIOBI aHOMaii

e Mo3aiuni dbopmu XPOMOCOMHUX
nmopyiieHs  (Ha  TPeIMIUIAaHTAIITHUX
eTamax po3BHUTKY JIFOJMHH).

e ['eHOMHa HeCTaOUIBHICTH B  paHHI
MepioI OHTOTEHE3Y.

e PerynaropHi emireHeTHYHI MEXaHI3MHU.
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Puc. 12. Xpomocomna necmabinoricmo

(o6Mmin)

Puc. 13. Xpomocomna necmaoinonicms (napuuii ppazmenm)



Mapkepu

2eHOMHOI HecmadinbHoCcmi npu

namonozii emopiozene3y (3a oanumu Jlebeoesa

IM.) :

[IpenimmanTainuui nepion
onrorenesy (15-85% 3aponkiB) MarwTh
YHUCIIOBI aHOMAJIiT XpOMOCOM, TIEPEBAKHO
MO3al4Hi.

YacTota XpPOMOCOMHOTO  Mo3ailu3ma
ckiaagae 33-60% Ha pIBHI OKpEeMHUX
OracTomepis.

16-51% 0JIACTOLIUCT BOJIOIIFOTH
XaOTUYHUM  KapioTUNIOM (HECyTh B

CBOEMY CKJIaai OnacTomMepu 3 pi3HUMH
BapiaHTaMH KOMOIHAI[ii XPOMOCOMHHX

MOPYILEHB).

OOMeKEHUH IIIallEeHTapHUNA  MO3ailli3M
(XpomMocoMHI aHomautii MPUCYTHI
BUKIIIOYHO B  EKCTpaecMOpiOHAIBHUX
TKaHUHAX, KapiOTHIT IOy
HopManbHHi) — 1-2% moniB, 110
HOPMAaJIbHO PO3BUBAIOTHCH.

19% BCiXx XPOMOCOMHHX aHOMAaJiit
CKJAJAaloTh MO3aldHI MOHOCOMII MO

ayrocomax 7, 15, 21, 22.

AyTOCOMHI MOHOCOMIi € JIeTaJbHUMHU
MOPYILIEHHSIMU KaplOTHUITYy, HECYMICHUMHU
3 HOPMaJIbHOIO IMIUTaHTALIIE0
Oonactouuctu.  Tomy  maHmii  TUO
XPOMOCOMHHUX aHOMaJlii MPaKTUYHO HE
peECTpYEThCA 'y BHUOIPKax CIIOHTaHHO
abopToBaHMX eMOpIOHIB B MeEpUIOMY
TPUMECTP1 BariTHOCTI.

Monocomii 7 1 15  oOMmexeHi
uToTpodobdiiacTom MJIaleHTapHUX
TKaHUH 1 BIJICYTHI B

eKCTpaeMOpioHANBHIA Me30/epMi, 110
CBITUUTH TNpPO (GOpMYyBaHHS MOHOCOMIT
MICHIsl eTamy iIMIUTAHTAIli1, 10 IMIUTaHTaIi1
Osacrorucra Oysa HOPMAIBLHOIO.

[Tpu monocomii 7 1 15 Big3HavaeThCs
3yIIMHKa eMOpioreHe3y Ha 7-8 TIKHSIX
(BariTHICTB, 110 HE PO3BUBAETHCH).

[Tpu MOHOCOMIT 22
(excTtpaemOpioHanpHa  Me3oaepma i
UTOTpoobIaCT) CIOCTEpIraoThes
MOPOXKHI1 TIJIOIOBI MIIITKH.

Myranii mikpocarenitHux Jokycis JTHK

— Mapkep HecTaOUIBbHOCTI eMOpiOHATBHOTO
reHOMa Ha paHHIX eTamax eMOpioreHe3y
(MikpocarteniTu — KOPOTKI TaHJIEMHI

nociigoBHocTi JTHK, 1110 moBTOproroTHCS).

Y cnonTaHHUX aboOpTyCiB IiIBUIIEHA
Y4acTOTa TAMETUYHUX MYTalid MiIKpOCaTeliTiB:
23% cnoHTaHHUX a0OpPTYCiB MarOTh Takl
MyTamii, sKi BUHUKIM B CTAaT€BUX KIITHHAX
0aTbKiB.

B 55 ciM'ix, mo Maiad CIHOHTaHHUN
abopT 3 HOPMaJbHUM KapiOTHUIIOM, YacTOTa
raMeTHYHUX MyTaliid Oymna OLIbII BUCOKOIO, HIXK
B CIM'IX 3 HOPMAIBHOKI PENPOJTYKTHBHOIO
byHKIi€rO.

BcranoBieno, 1mo 3aru0enb YaCTHHU
3apOJIKiB JIIOJAWHU Ha paHHIX €Taax OHTOTEHE3Y
acolriiioBaHa 3 HECTaOUIBHICTIO eMOPIOHATBLHOTO
TeHOMa, 10 BUSBISETHCA Y POPMI COMATHUHHUX
MyTaliii MikpocareniTi jokyciB JJHK.

Enizenemuuni YUHHUKU
Hecmaobinbhocmi 2eHoma 6 emoOpiozeHesi.
HecTabinpHiCTh Te€HOMa MOXE BHU3HAUATHUCS
nucbamaHcoM 0COOJIMBUX PEryIsITOPHUX
CHUCTeM: KOHTPOJIbHUX CHCT€M KIITHHHOTO
nuKIy;  MexaHismMamu  penapauii  JIHK;
eMIreHeTUYHUX  CHCTeM  DEerymnsii  TeHHOI
eKcrpecii.

Haii6inbm ¢byHIaMeHTalbH1

JOCIIPKEHHS EMIreHTUYHUX (EeHOMEeHIB Oynu
npoBeneHi C.A. Haszapenko. Came iforo
JNOCHIPKEHHS JISITIM B OCHOBY  ICHYIOYOI
kiacugikanii enireHeTHYHUX XBOpoo. KinbkicTh
CHAJIKOBUX TIIOPYIICHb, Yy BUHUKHEHHI SKHX
emireHeTHYHa PeryJisLis Bilirpae CyTTEBY poJlb,
30UTBIITYETHCSI, TIPO IO CBIAYMUTH 1 HAI JOCBI/I.
[TornmubneHHst 1 TOIIMPEHHS MOJEKYISIpPHO-
TCHETHYHUX JIOCTI/DKEHh B MEXaxX IpOrpaMu
«MonekynsipHa MEIMIIMHA» JacThb MOXJIUBICTh
HE TUIBKA PO3POOUTH TAIli€HT-OPIEHTOBAHUMN
mxix [0  [JIarHOCTUKM Ta  BH3HAYEHHS
€TIONOriYHUX (akTopiB, aje 1 CIOpUATUME
eeKTHBHINM MaTOreHeTHYHii Teparrii.

Enirenernka (3a MexaMu TCHETHKH) -
e ycmagkoBaHi 3MiHM  (QYyHKWii  reHa,
HEMOoB's3aHl 13 3MIiHAMH HOro TEpPBUHHOI
HYKJICOTUIHOT IMOCIiJOBHOCTI.
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MarepiaibHy OCHOBY  €MIr€HeTHYHOI
peryisamii  ckimanarTh 000poTHI  Momudikarii
JJHK (MeTwiroBaHHS LMTO3WHOBHX OCHOB) 1
rictoHiB (ameTwiroBaHHs, (OChHOPHITFOBAHHS,
METHJTIOBAHHS).

MeTuaroBaHHS JHK — —
CIireHeTHYHa MOoAu(DIKaIlis reHOMa.

DyHKITIOHATBHE 3HAYCHHS METHITFOBAHHS
JHK monsirae B TpaHCKPHIIIHHIA 1HAKTHUBAILIT
XpPOMAaTHHY, 0OYMOBJICHOI HaJl MOJICKYJISIPHUMU
3MiHAMHM HWOro KoOMOakTu3aiii. 3a JaHuMH
Jle6eneBa I.M. 1 Hazapenko C.A. (2009) B

ICTUHHA

HOpPMaJTBHHUX COMATUYHUX KJIITHHAX
METWJIFOBAHHSA JJHK  BigmoBimae  3a:
IHaKTHBAIil0  XpoMocomu X, TCHOMHHUU

IMIPUHTHUHT, PETYIALII0 TKAaHUHOCHEIU(IUHOT
eKcHpecii TeHiB, penpecito peTpOTPaHCIIO30HIB,
KOHTPOJIb TCHOMHOL CTaOUIBHOCTI.
BceranoBnennii  (peHOMEH  €IMIr€HETUYHOTO
nepenporpaMmyBaHHs FeHOMa:

e Ha cranmii apoGneHHs Big 3UTOTH 10
OJIaCTOIMCTH BiJA3HAYAETHCS MPAKTHIHO
TOTaJbHE AEMETHIIIOBAHHS T'€HOMA.

e Ha cragii immiaHramii 3amyckaeTbes
IpoIec METUITIOBAHHS.

e Ha cranii ¢popmyBaHHS eMOpiOHANBHUX

CTPYKTYD poIiec METHITIOBaHHS
AKTUBI3Y€ETHCS.
e HakommuenHs  4acToTH  MO3al4HHUX

MOPYIIEHh XPOMOCOM TIpH  JIPOOJIEHHI
OmacromepiB  mpoTikae  Ha  (oOHI
r7100aTBbHOTO TIMOMETHITIOBAHHS TEHOMA,
TaKO SIK 1 IIPY OHKOJIOTIYHUX MPOIECAX.
e MoxHa BBaXKaTH BCTaHOBJICHUM
3pOCTalOuuil  pIBEHb  XPOMOCOMHOTO
nucOanancy Ha (OHI TiMOMETHIIIOBAHHS
TeHOMa SIK BeAydy MpHYUHY dYHCTIa
PENpOIyKTUBHUX BTpAT, 110
301IbIIYETHCS.
HasBuicts monimopdizmie 677 C/T
MTHFR Tta 66 A/G MTRR

CYNPOBOKY€ETHCS:
o  CXWIIBHICTIO 110 PO3BUTKY
BiTaMiHOIe(PIITUTHOTO CTaHy o

domieBiit KUCTOTI;

e PusukoMm po3BuTKy Hedpomarii |y
BariTHUX 3 CYAMHHUMU
3aXBOPIOBAHHSIMU;

e Po3BuTkOM eHpoTenianbHOlI AUCHYHKIIT
YHACTIIOK IiIBUIICHHS KOHIICHTpAIlii
rOMOLIMCTEIHA B KpOBi 1 Kopensuii 3
KOHIICHTpAITI€10 (hi10pOHEKTHHIB B
KJIITHHAX

BinmapyBaHHsM MIalieHTH;

3aTpUMKOIO 3pOCTAaHHS TUIOAY;
AHTeHaTalIbHOIO 3aru0esuIIo IJI0NY;
[lepepuBaHHsIM BariTHOCTI B PaHHbOMY
TepMiHY

CBilueHHSM HaBEJEHUX TOJOXKEHb € KIIHIYHI
BUIIAJIKU.

[Mapa II. (apy>xunHa 25 pokiB, 40JOBIK 27
pokiB), cupsmoBana B XCMI'Ll nnst yrouHeHHs
JmiarHo3y 1 TaKTUKM BEOCHHA Yy 3B'A3Ky 3
OOTSHKEHHUM  aKylIepcbKUM  aHamHe3oMm: |

BariTHICTb 3aKIHYMIIACs MHMOBUILHUM
BUKHJHEM Ha MajoMy TepMiHi, Il — 3aBmMepna B
TEpMiHi 8 THOKHIB. HuTtorenernune

JIOCJTIJDKEHHS eMOPIOHIB HE TTPOBOIUIIOCS.

3 aHamHe3y JKHTTS BiJJOMO, IO JKiHKa B
JUTHHCTBI  CTpaxkgajJia  TPOMOOIIUTONECHIEO
HEsICHOTO TIeHe3a, MeHcTpyauii 3 13 pokiB
peryisipHi 10 23 pokiB; B 23 poku — BiOynocs
MOYacTIIaHHd  IUKIy (KoxkHI 15  gHIB
TpUBANiCTIO S5 [1HIB), Oyna JiarHOCTOBaHA
rinoyHKIis SI€YHUKIB, MPOBEJIEHO JIIKYBaHHS.
Ha moment naaxomkenns B XCMI'L] ckapru
BIJICYTHI, MEHCTPYaJIbHUI LIUKJI peryisipHuii (22
JTH1).

VY d4osoBiKa Ha MOMEHT OISy CKapr
HEMae, MPOTe 3 aHaMHE3Y KHUTTS BiJOMO, IO Y
Horo mepiioi Apy>XWHH OyJia OJHAa BariTHICTH,
0  3aKiHYMiIacs  TaKOXK  MHUMOBUIBHUM
BUKHIHEM Ha MaJIOMy TEPMIiHi.

VY ¢enoTumni noapyxxks 3Beprae Ha cebde
yBary «MapMypoBICTh» IIKIDHUX TIOKPHBIB,
O3HAKH Me30JepManbHOi JUCIUIasii. AHami3
POIOBOZly BHSIBUB OOTSDKEHICTH MHOKUHHOIO
CEpIIEBO-CYIUHHOI), TICHXOHEBPOJIOTIYHOIO 1
OHKOIIATOJIOTI€I0.

Ha mijcrasl TaHUX aHaMHe3y,
0Cco0IMBOCTEHN (DEHOTHUITY 1 aHAJI3y POJIOBOAY Y
noApyxokst  Oylno  3amigo3peHe  MOpYIIEeHHS
domarroro 1ukiy. JudepeHmianpbHUR giarHo3
MIPOBOAMBCS 3 XPOMOCOMHOIO TTATOJIOTIETO.
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Taoauus 1.

Pe3yabTaT 101aTKOBUX METOAIB JOCJIIIZKEHHS :

TOMOLIMCTEIH KPOBi

JApyxuna YonoBik
Kapiotun 46, XX, 1qh+ 46, XV, t (6;15)(927;914), G,C-
G,C-dap6ysanns, 1% dapOyBanus, 1% xpomMocoMHOT
XPOMOCOMHO{ HeCTaO1ILHOCTI HECTablTBbHOCTI
BEPX amiHOKHCIIOT, B Me&KaxX HOPMH B MeXaxX HOPMH

TORCH, mikomna3zma HEraTUBHUU pe3yabTaT
XJIaMifiisl, ypeoruiazma

HEraTUBHUU pEe3ysbTaT

resi MTRR
B TOMO3HT'OTHOMY CTaHi

I'enu omatHoro uuKIy nonimMopdizm 66 A>G (I122M) B | moximopdizmu

He 3HalIeH]

UuHHUKH 3rOpTaHHS nosrimopizmu
KpOBI HE 3HalcHI

nomimopdizm R353Q B reni F
VII B reTepo3uroTHOMY CTaHi

TakuM YHHOM, B JaHOMY BHWIIQJKy MOXKHA
OPUITYCTUTH, IO MO€AHAHHS XPOMOCOMHOI'O
nomiMopdizmy 3 npedinurom  pepMmeHTIB

donaTHOTO LUKITY (MeTioHIHCHHTA3U-
penykTasu) |y JAPYXHHH 1  TIO€JIHAHHS
PELUIIPOKTHOI TpaHCIOKaIlii t

(6;15)(q27;q14) 3  nediuuToM  YMHHHUKIB
sroptanHs kposi (F VII) y yonoBika npuseno 10
MOPYIIEHHSI PENnpoayKTHUBHOI (yHKIIT ciMT 1
aHTEeHaTaIbHOI 3arubesni eMOpioHiB.

Cnocmepesicenns 2.

CiM's SI. mnepebyBae Ha 00OJiKy B
XapKkiBCbKOMY  CITEIIai30BAHOMY  MEJIHUKO-
reHetuuHoMmy w1eHTpi 3 2000p. 3BepHynacs B
TEPMiHI BariTHOCTI 4-5 TWKHIB y 3B'S3Ky 3
O0TSHKEHUM aHaMHE30M (MUMOBUIBHUH
BUKHJICHb B TEPMiHi 6-7 TIKHIB).

IIpu 3BepHEeHHI JKiHKa Mpex'sBisIa
CKaprd Ha TMepioauvHi O00Jil BHU3Y IKWUBOTA,
HyZnoTy. B Tepmini BaritTHocTi 9 THXHIB
3HaXOAWIACS Ha CTallloHAapHOMY JIIKyBaHHI Yy
3B'SI3KY 13 3arp0O3010 IIEpEpUBAHHS BariTHOCTI.

IIpu oOcTexeHHl y BariTHOI BHUSBIICHO
HOCIACTBO TOKCOILIa3MEHO1 iH(ekii.

[IpoBenenuit kypc 30epiratouoi Tteparmii, a B
TepMiHi 16  TWKHIB T[pU  NOBTOPHOMY
CTaIllOHAPHOMY JIIKYBaHHI TpOBEJCHA CaHaIlis
BOorHuma iH¢exuii. BaritHicTh mnpoTikama 3
O3HAKaMHl  MAaTEepPUHCHKO-IIJIONOBOI  1H(EKII,
3arpo3d  IepepuBaHHSA  BariTHocTi,  (ero-
IUTalleHTapHOi HenocTaTHOCcTl. BaritHa Oyna
BiJJHECEHA /10 TPYIHU BUCOKOIO aKYIIEPCHKOTO
PU3UKYy 10 TeMOpariyHuM  yCKIIaJHEHHSM,
OCKUIBKM TpU OIJISAAl BUSBICHI (DEHOTHIIUHI
O03HAaKU ME30JIepMaIbHOT 1 CIOTYyYHOTKAaHUHHOI
nucIuiasii.

B tepwmini recranii 39 TuxHIB HApOAUBCS
XJOMYMK  (IIIIXOM  omepauii  KecapeBoro
po3tuHy) 3 Baroro 2600,0, BumucaHuii g010My
Ha 10-y n00y. Y Bimi 3-X THXHIB Yy 3B'3KYy 3
nedIMTOM MacH TiJIa TUTUHA TOCTITATI30BaHa B
OJKJT Ne 1.

[Ipn orasai: y ¢deHoTHUNl IUTUHU
3BepTamM Ha cebe yBary: JojixoredarniyHa
¢dbopma ToJ0BH, TOBrUi (DIIBTP, HIUPOKA CITUHKA
HOCa, TeJeaHriekTasii B oOmacTi miik, romyoi
CKJIEpH, HU3BKO PO3TAIIOBAaHI BYIIIHI PAaKOBWHU,
KOpOTKa TpyAuHa, IIUPOKE CTOSIHHA COCKIB,
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IOBT1 MaJbIll KHUCTEH, KIIHOLAKTHIIA V HalbLiB
CTON, HU3bKO PO3TAIIOBAaHE ITYIIKOBE KiJIbIIC,
PIBHOMIPHO TOHMKEHA TOBIIMHA MiJIIKIPHO
YKHPOBOTO IIAPY.

Jutnna oZepxKyBaia JIOKOPM
a/IalITOBaHUMH MOJIOUHUMH cyMinramu. Hamami
CTaH JWTHHUA TIOTIPIIMBCS 33  PaxyHOK
HEBPOJIOTIYHOT ~ CUMITOMATHUKH, 30eperimcs

MUIISIBICTB, rinoaguHamis, rinopedexcis,
rimoTpodis. 3HaXOAMBCS B peaHIMaIlTHOMY
BiIIiIEHHI, 30epiranucs MeTadoITiuH1

HNOPYILICHHS, HEBPOJOIiYyHa  CHUMIITOMAaTHKa,
omoBota. Cynom He Oyno. [Ipu obcrexxeHHi y
auTHHA BUsBiieHo miasumeHas 17 KC — 2,5 (N
0,95-1,73); rinomepdy3is, HaOpSK, KOMIpeECis
nmynoukie  npu  HCI. Ilpum  gocnimkeHHi
BUIBHMX aMIHOKHCIOT MeTojgoM Pico tag —
BUSIBJICHO  TIJBUIIEHE BHUAUICHHS  aib(a-
aMIHOQJIMITIHOBOI KHCJIOTH 3 CE€uelo, B KPOBiI —
3HIDKEHHS  TOyTaMiHy, [JINHHY, aJaHiHy,
NpOJiHYy, THUPO3iHY, BajJiHy, 130JCHIMHY,
deHinananiny, neinuHy, opHiTuHy. B ceui
BUSIBJICHUH MK HeIU(EepeHIIiioBaHOT peYOBHHH.
3a pesynbraTamu Pico tag 3amigo3peHa anbda-
aMIHOAIUIIIHOBA allUypisd y TUTUHU.

VY 3B'I3Ky 3 BHSBIEHOIO MATOJOTI€0 Yy

TUTHHU 3 METOI0 MPEKOHIIETILIHOHOT
OpopiIaKTUKA — TMOAPYACKS  OOCTE)XeHe B
XCMTI'LL. Ilpu nuTOreHeTHYHOMY JOCIIIKEHHI
HOJPYXXKS -  METOJOM  KYJIbTUBYBAaHHS
nepu@epuyHux JIMQPOUUTIB — KapioTUl —

46,XX, G-apOyBanns, 2% XpOMOCOMHOi
HectabimpHOCTI, 46,XY, G-dapOysBanus, 3%
XpPOMOCOMHOi ~ HECTaOUIbHOCTI. OTtpumani
pe3yabTaTh 010XIMIYHOTO 00CTEKEeHHS
MiATBEPIUIA HOCICTBO MOPYXOKSIM allUypii.
B KOMIIJIEKC MIPEKOHIICTIIIHOT
MiJTOTOBKYU BKJIIOYEHA 1HIUBITyalbHO Mii0OpaHa
J€eTOTEparis, Mmicas ~ MPOBENEHHS  SIKOI
Hactynuia BariTHicTh (III), sika B paHHBOMY
TEpMiHi CyNpPOBOKYBaJIacs BHPAXKEHOIO
CJIa0KICTIO, SBHMIAMHM CHJIBHOTO TOKCHKO3Y. B
TepMiHi 8-9 THXKHIB BariTHICTH 3aBMepia. [lpu
IUTOI€HETUYHOMY  JOCHI/DKEHHI  METOAOM
KyJIbTUBYBAaHHS KJIITHH BOPCHH XOpiOHA —
Kapiotun — 46,XX(80%)/92,XXXX(20%).
OwiHoyn madi OIl0XIMIYHOIO JOCHIIKEHHS

MOAPYXOKSl 1 JUTHHU MOXHA JyMaTH TIpo
HasBHICTH TJIyTapoBOi anuaypii [ Tumy.

B 1wmaHi  mpekoHuenmidHoi - Teparii
MpoBecHA cnenudivyHa €TO- 1
BitTamiHoTepamnis. Ha  ¢oni  Tepamii, mo
npoBoauiiacs, Hactymmia BaritHicTe (IV), ska
3aBMepia B TepMiHi 6-7 TwkHIB. BaritHicTh
TaKOXk IMpOTiKajla 3 BUPAKEHUMHU SBUIIAMU
pPaHHBOTO TOKCHKO3Y. [Ipu IUTOreHETHUYHOMY
JIOCJTIJDKEHHI BOPCHH XOpioHA — KapioTUIl — MOS
45, X [5]/ 45,XX, -18[3]/46,XX. BpaxoByrouu
JaHi aHaMHe3y, JOJTATKOBUX METO/IiB
JOCII/DKCHHS, (PCHOTHUIIIYHI O3HAKH IUTHHHA 3
anb(a-aMiHOAIUIIIHOBOIO ~ allUAYypi€r0, MOXKHA
JyMaTH MPO HASBHICTh Y TUTUHU XPOMOCOMHOI
XBOPOOH.

BpaxoByroun HasIBHICTh JIBOX
MOJaJbIINX IJIOMIB 3 MO3AlYHUMHU BapiaHTaMU
XPOMOCOMHOI ITaTOJIOTii, 3p00JIeHE PUITYIIICHHS
Mpo IIKJIMBUA BIUIMB HAa paHHIA cTafil
pO3MOiy 3UroTH (HE MOXHA BUKIIOYUTH IO
10HI3yr04O0i pamiamii i iHdekuii, 60 MoAPYN K
10 pokiB MpOXUBAE TMOPYY i3 MPOMEHEBOIO
ngaboparopiero).  Bupimieni  coriambHi  Ta
moOyToBl mpoOjemMu ciM’i, HajaHa BIAMOBITHA
MeINYHa JOTIOMOTa, poBeeHa
npekoHuenuiiia npodinakruka. Hapoaunacs
310poBa IUTHHA miciIst BIMOB1AHOT
MIPEHATaIbHOI JIaTHOCTHUKHY 1 JIIKYBaHHS.

Ile croocrepexeHHs MiTKPECIIOE, IO
penpoayKkTUBHa (DyHKIIS CiM’i, 4acTill 3a BCe,
MOPYIIYEThCA 3aBJSKH HETAaTHBHOMY BILIUBY
(GakTOpiB 30BHIIIHOTO CEPEIOBUINA Y TIOE€JHAHHI
13 TEHETHMYHOI CXWIBHICTIO Ta B3aEMOIEI0
TeHiB.

[IpenaranpHa AiarHOCTHUKA CIPSMOBaHA
Ha paHHE PO3MI3HABAaHHA 1 TIOMEPEHKEHHS
HApOJKCHHA TIiTeH 3 TSDKKUMH BaJaMU, SKi He
KOPUT'YIOThCS 1... TepepuBaHHs BariTHOCTI. [1J]
BiJIPI3HSAETHCS Bl  3araJibHOI  MEIUYHOIL
JIarHOCTHKH, fKa CIpSMOBaHa Ha J1arHOCTUKY
MATOJIOTIi 3 METOI0 ONTUMAIBHOTO 11 JIIKYBaHHS.
Taka mpuHIIMTIOBA PI3HUIL B JisX JIIKaps B Tpe-
Ta MOCTHATAJILHOMY I€Pio/li OHTOTEHE3Y, Ha T
CyYaCHHX 3HaHb MOTPeOyeE Meperyisiny, OCKUIbKU
30UIBIIYEThCS  KUTBKICTh  3aXBOPIOBAaHb,  SIKi
JIarHOCTYIOThCsl 3a gomomororo IIJ] 1 HocsATh
NOTEHIIIIHO BITaJBHUNA XapaKTep.
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Taoaun 2.

Pe3ysbTaT npeHaTrajabHOl yJIbTPa3ByKOBOI OLIHKHA CTAHY BHYTPIllIHLOYTPOOHOI0 IJIOAY

BussJiieno
BBP - 276 (4,04%)

Bcboro oocreskeHo
BATiTHHX

(2008-2009)

BITAJIBHUX IeTaIbHUX

ITorpannyni crann | IlepepBano BariTHocTel 32

MeIUYHUMH MOKA3ZAHHAMH
(10 22 THK)

6821 149 (2,18%) | 127 (1,86%)

157 (2,30%) 91 (1,33%)

Hozpanuuni cmanu
e Benrpukynomerarnis
e KicTu cyniMHHUX CILUIETIHB
[NnmepexorenHuid (GoKyc B MOPOKHHHI
[UTYHOYKIB CepIIs
[TomipHa racTpomerais
[Tienexra3sisa
Hedpomeranis
[TomipHe
KHUIIIEYHUKY
[limBuIleHa €XOTE€HHICTh MiIIUTYHKOBOI
3aJ1031
Iaponene
[TinBumieHa riapo@inbHICTh TKAHUH
XopioaHTiOMU TUTALIEHTH
[Nneprutasis, rinomuasis mianeHT
IligBuIeHa €XOreHHICTb EHAOTEIIIO
BHYTpILIHIX OpraHiB

PO3MIHUPCHHA IICTCJIb

Ockinbku  mpouenypu IIJl B meskux
BUMAJKaX CYMPOBOKYIOThCSI ~ HETaTUBHUMHU
HacJiAKaMHu 1 cami 1o co01 € pakTopamu cyrmep-
CTpecy, BUHUKAae HEOOXIAHICTh B MOBCSAKACHHIN
poboTi JiKaps-aKyuiepa riHeKoJora
CKOHIICHTpYBaTH  yBary Ha  [EpPBUHHIN
IHAUBIAYanbHIN NpodiIaKTUIll, B TOMY 4YHCHI 1
CIa/IKOBHX 3aXBOPIOBAHbD.

3a manumu Lewi L. et al. (2004), Medda
E et al. (2003) iHBa3uBHI TpoUEIYpPH
MpeHaTaIbHOI  JIarHOCTUKHM  acoIliiioBaHl 13
BiIIIADYBaHHSIM  IIAIICHTH, TMepeaIacHUMHU
MOJIOTaMH, BHYTPIIIHHOYTPOOHOIO 3aruOesto

wiony. 3a mamumu M.II. IllabanoBa i FO.B.
I[BenroBa (2004) pusuk 3arubeni MiIOLy MicCs
KOPJIOIEHTe3y KoymBaeThes Big 1 mo 25%.
[leBHMIT  MOTEHIIWHWA  pPHU3UK  1HBA3WBHUX
MpoLEAYp ICHYE 1 Ui Marepi, Mpo IO CBiAYATH
nocmimkenns Plahouras N. et al. (2004).
HasiBHICTP TakWx YyCKJIIAJHEHb JIa€ TMiACTaBY
BBaXKaTH, 10 MOIIUPEHHS HNEPBUHHOT
npopiTaKTUKA BPO/KEHUX BaJ PO3BUTKY 1
CHaIKOBUX XBOPOO € €IMHUM HAMPSIMKOM, SIKUN
MOK€ HE TUIBKM TONEPEeIUTH 3adarTsd 1
HApOJKEHHS XBOPOI JAWTHHHU, a 1 TONEPEAUTH
po3nan y ciM’i, sKka Mae€ el BUCOKHI PH3UK,
mepuI 3a BCe, TOMY, IO CiM s He3Hahoma 13
HEOOXigHiCTIO 3HaHHA 10 3amoBITIB, B SKHX
B1I0MTI BCl 1i TUX, XTO Xoue O6aunTu y cebe Ha
pyKax 3/I0pOBY TUTHHY.

VYeTpa3BykoBa MpeHaTajibHa
JIarHOCTHUKa B YMOBaX CYYacHOI SIKOCTiI 3HaHb
IeHETUKH, eMOpioJorii Ta 3aKOHIB PO3BUTKY
BHYTPIITHHOYTPOOHOTO IJIOY CHeIialicTaMu Ta
Cy4acHOTO PiBHS amapaTypH, BIIKpUBA€E IIUPOKI
MOJKJIUBOCTI FOBETIPHOT AIarHOCTHKHU CHaJKOBOI
MaToJIoTii TJI0JIa Ha eTali TeHHOI eKcmpecii B

OKpeMHX  OpraHax, sKi  JOCTymHI  JUIs
Bi3yamizauii 1 exorpadiuHoi  OWIHKH  iX
Mopdodorii. SckpaBum IIPUKIAI0M
MOKJIMBOCTI ~ €(EeKTUBHOI  JI1arHOCTUKH 1

JIKyBaHHS, Ha MiJICTaBl HAIIOrO OaraToOpiyHOTrO
JIOCBIY, € YpPaXEHHS HHUPOK, IiIILUTYHKOBOL
3aJ103H, JICTCHIB, MEYIHKH, CKelleTy
BHYTPIIIHHOYTPOOHOTO TIJI0/IA.
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BkopoueHHs nepeannivyya Ta HopmanbHi po3mipu cTertHa,
HopMarbHe nne4ye BKOPOYEHHS rOMIsKu

Puc. 14. Me3ameniuna oucnnaszisa y mamepi ma OumuHu
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Puc. 15. Me3ameniuna oucnnazia y mamepi ma OumuHu

N

WA

Puc. 16. Bazimuicmo 34 muxncus. Kicma scunuka. Ilicis napooscenns Oumuna npooneposana.
Jiacno3 niomeepoicenuil
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Puc. 17. liagppacmanvna xuna.
Jlumuna npooneposana 6 nepuii 200uHU NICAA HAPOOICEHHA. 300posa.

Puc. 18. Cnocmepesicennn TEJIA nicna EKO y ycinku i3 mymauiero nonimopguux 2enie ghonammuozo
UKy, cinepzomouucmeinemicto, OITH enacniook mpomoosy cyoun Xopiony
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Puc. 19. Cnocmepescennsn TEJIA nicna EKO y scinku i3 mymauieio nonimopghuux 2enie ghoramuozo
UuKy, cinepeomoyucmeinemiero, @ITH enacniook mpomoosy cyoun xopiony

Puc. 20. I'ecmo3 eéazimnoi. Memaboniuna kpuza y nnooa. Ilankpeamonamisn
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AHaui3 CTpyKTypH CMEpPTHOCTI JiTell Bix
0 mo 17 pokiB UIIOCTpYE HaBEAEHI JaHi Mpo Te,
mo BBP Ta mepunaraneHi cTaHum 3abuparoTh
KUTTS 'y 54% npiteir. B uiit ctpyktypt BBP
MalOTh  TCHJCHIIIO 1O  3MCHIICHHS, a
MepUHATAIbHI CTAaHU 3AJMINAIOTHCS CTAOUIBHO
BUCOKHMH. i  mawHi  BKa3ylTh  Ha
HEBHKOPHUCTAHI  MOXJIMBOCTI  MPEHATAJIBHOI
JMIarHOCTUKU  BITAIBHUX TOPYIIEHb IUIOJIB,

0-17 pokiB
(Bcboro 406 Bunaakis)

3,40%
11.20%

(14 piten)

5,20%
(21 gnTtuHa)

6,40%
(26 piten)

19,20%
(78 piten)
O lNepurHaTanbHi cTaHu

mBBP

B HewacHi Bunaagku

@ XBOpOOM HEPBOBOI CUCTEMM
B HoBOyTBOpPEHHS

O IHdeKuinHI xdhopobu

O IHwi

21,20%
(86 piten)

BIJICYTHICTh  IHIMBIZYaJIbHOTO  €(EKTUBHOTO
CIIOCTEPEIKEHHSI 3a BariTHOIO 13 BIACYTHICTIO
BpaxyBaHHs Oe3liHHOi iH(popMamii mpo poaoBin
B KOXHIN ciM’1, iHpOpMaIlii, sKa € OXOPOHHOIO
rpaMoTOIO JiJIsi 6araTb0X MOKOMIHb HAIIAJKIB. 3a
piBHEM 1H(GOPMATUBHOCTI JaHHI POAOBOIY 1
MOJICKYJISIPHOTO JOCITIJDKEHHS CHiBnanarTh. Le
notpedye TepMiHOBOTO BBEICHHA 1H(OpMaIii 10
MEIUYHHUX KapT BariTHHX.

(133 guTUHN)

15-17 pokiB
(Bcboro 47 BunaakiB)

12.70%
12,80%

(6 piten)

12,80%
(6 piten
no 2
BUNaAKN)

61,70%
(29 piten)
@ HewacHi Bunagku
B XBopob6u HepBoOBOI cuctemu, BBP,
XBOPOOM €HOOKPUHHOI CUCTEMM
O HoBoyTBOpEHHS

@ [HLwi

Puc. 21. Cmpykmypa cmepmuocmi dimeit 6io 0 0o 17 pokis,
¢ m.u. nionimxkie 15-17 poxie (%)

CKpUHIHTOBI MPOTPaMU MalOTh BHCOKHI
e(eKT BiJl paHHBOTO BUSBICHHS 1 aJl€KBATHOTO
JTIKYBaHHS JiTed 3 TakKUMH CHAJKOBUMHU
3aXBOPIOBAHHAMM, ISl SIKUX ICHYIOTH Y CBITI
aZiekBaTHI peaOutiTamiHl 3axoau. B perioni
OTPUMAHO BUCOKHH €(EeKT BiJl BIPOBAIKEHHS

ckpuniary Ha ®OKYVY, rimotupeos3, opraHiuHi
aruaypii, aedimut Qomarnoro numkimy. ILlei
IUISIX TPETUHHOT TPOQITaAKTUKH HEOOX1THUHN
TITSAM, SKi e J0 HApO/KEHHS MaroTh IEBHI
MOMWJIKA B Tepenadyi reHeTu4Hoi iHdopmarrii.
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BaratoBoaas

Oedopmauia xpebTa MakpocTomis.

Puc. 22. Konmpaxmypna apaxnooaxminia

Benuki nonosi ry6u,

SKi HaragyTb lnepnnasis
MOLLIOHKY HagHVPHUKIB
i .I'inepnnasiﬂ BEJIUKNX
nonosux ryé
Puc. 23. Aopeno-zenimanvnuii cunopom

AHani3 JAMHaMIiKM ~ 3aXBOPIOBAHHOCTI  JiTeH KIHIIKMCTIB 1 TEHETHKiB. 3aBASKU Iporpami
TaKOXX CBITYUTH TMPO TEHIEHII0, TMpo il TEHETUYHOTO MOHITOPUHTY, SKa TIPOJOBXKYE
3HIDKEHHS 33 pPaxyHOK B3aeMomii JikapiB- CBOIO po0OTY 1 cbOroHi, OibIne HiXK 90% miTei
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3 BBP Ta cnagkoBuMu 3aXBOpIOBaHHSIMHU
OepyTbCsl Ha JUCHAHCEPHUH IOMNIA] Yy MepiIi

JIOTIOMOT 010 HPUHIIHITIB KIIIHIYHOT
MIPOTEOTCHOMIKH, SIK MPO 1€ 1 CBiAYaTh HaBEJCHI

Micslli  KUTTS. J[larHO3  YTOYHIOETBCS 32 UTFOCTpAIrii.
3000,0
23531
2500,0
2054,0 /‘\.2083*0 3
—4— 3axBOpIOBaHICTb
2000,0 P .
15228 15105 MowwmpeHicTb xBopoO

1500.0 113369 14728 -3 .

, pr g v *
1000,0 16045 T \

2001 pik 2005 pik 2007 pik 2008 pik
MowunpeHicTb 3axBoplBaHiCTb
XBopobu opraHie amxaHHa — 971,1 XBOpoOW opraHiB AvxaHHa — 722,6
XBopobu opraHis XBOpoOM LWKipW Ta MiALWKIPHOT
TpaBneHHsa — 195,7 KNiTKOBMHKN — 88,6
XBOpo6U oKa Ta NpPMAATKOBOro IHdbeKUiNHI Ta napasuTapHi
anapaty — 116,6 xBopobu — 69,9
Puc. 24. /lunamika 3axeoprsanocmi oimeit Xapkiecokoi oonacmi (na 1000 oimeir)
3akJ0ueHHs
HaBeneni nmaHHI cBi4aTh Mpo  HEraHy JIMCTIaHeCepHUH JOTJIs1/1 BOAHOYAC 32 BATITHOIO 1

HEOOX1/IHICTh 3MIHUTH Ha MIJCTaBl CY4aCHUX
3HaHb CHCTEMY MEIMYHOIO Harsay 3a
HOJPYAOKSIM 710 3aIUTIHEHHS,  XapakTep
CIIOCTEpE)KEHHS 3a BariTHOIO, TMEpelTH Ha

11 HEHapOKEHOIO TUTHHOI0, CIIPUIMAIOUH X SK
€IMHY CHCTEMY, MOOyIOBaHy 3a MPHHLUIIOM
«TaJbBaHIYHOTO EJIEMEHTY.
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«Bce moBUaaBIIUMA HA IIYTH CBOEM,
HN3BenaBuimii Bce ropecTH Ha cBeTe,
W3 6J1ar 3eMHBIX MOJIIO 51 00 OTHOM:
IIycTh HUKOT1a HEe YMUPAIOT AeTH!

A noHMMao — 3TOMy He ObITb,

CwmepTts 0e3 pa3dopa paccTraBJisieT CeTH,
N Bce Taku 1 He yCTaHY FOBOPHTH:
IlycTh HMKOT/A2 HEe yMUPAKOT AeTH!

He pacnycTuThcsi 1epeBy ONSITh,
Kotopomy 3umoii BeCHA He CHUTCS.

O HeBO3MOKHOM €CJIM HE MeYTaTh,
To Bpsia 1M ¥ BO3MOKHOE CBEPIIUTCS.

S mup BocnpuHMMAaK0 0e3 MpuKpac
N xu3Hb He B pO30BOM Sl BHXKY CBeTe,
N Bce Taku Kpu4y CTO NEepBbIA pa3:
IIycTh HMKOT/IA2 HE YMUPAIOT JeTH»

1151 KPACYHSI - ETAJIOH CYYACHHUX MOXKJUBOCTEMN CIIEIIAJIICTIB I CIM’i Y
IHOBEPHEHHI 10 AKICHOT'O XKUTTA
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PE3IOME

[IpenaTanpHa [iarHOCTHKA 3MIHIOE CBOIO CyTh. B mepmi 50 pokiB CBOrO pO3BHTKY BOHA
BIJTHOCWJIaCh JI0 METOJIB, 3a JIONIOMOIOI0 SKHMX BHM3HAYa€ThCS HASBHICTh BaJ PO3BUTKY Yy 1€
HEHAPO/DKEHOI TUTHHU. 3aBISKH CTPIMKOMY PO3BUTKY MOJICKYJISIPHOT TEHETHKH Ta CYy4aCHHUX Bi3yaJlbHUX
TEXHOJIOT1H, BOHA 3MIHIOE MiAXiJ 3 €BTaHa3iiHOro [0 TepameBTHUHOTro. [losiBa TepMiHY «MeIUIIMHA
IUIO/Y» CBIAYUTH PO T€, IO JTOCTITHUKHA MAIOTh MOXIIUBICTH MPOBECTH OararomapamMeTpuyHy OILIHKY
IUI0/1a 1 CHPSAMYBATU PE3YNbTaTH JOCIIIKEHb Ha PO3poOKy e(eKTUBHOro JikyBaHHs. HapomxeHHs
NEPCOHAII30BAaHOI MEJMIIMHU 1 MO€AHAHHA ii 3 MPEHATaIbHOI MEIUIIMHOI0 TaK0XK 3MIHIOE HAIPSIMOK
KOpeK1ii 3axBoproBaHb 1oaa. Came 1M mpobiemMaM npucBsideHa poOoTa, sika 0a3yeTbcsi Ha BUBUECHHI
npoOiieMr TNpeHaTalbHOi A1arHOCTUKM 3 MO3ULII CydacHOl KIIHIYHOI nporeoreHomiku. HaBeneni y
poOOTI JaHHI CBiAYaTh NPO HEraiiHy HEOOXIIHICTh 3MIHMTH Ha MIiJCTaBl Cy4yaCHMX 3HaHb CHUCTEMY
MEIUYHOTO HATIISAY 3a TOAPYXOKSIM JI0 3aIUTiIHEHHS, XapaKTep CIIOCTEPEKEHHSI 38 BAariTHOIO; MEPEHTH
Ha JIMCIAHCEePHUH JOTJIS BOAHOYAC 3a BAriTHOWO 1 i1 HEHApOJHKEHOI JWTHUHOIO, CHpUHMArOud iX sK
€IMHY CHCTEMY, IOOYZ0OBaHY 32 IPUHITUIIOM «TaJbBaHIYHOTO EIIEMEHTY.

KirouoBi caoBa: nemorpadiyHa cuTyalis, CTPYKTypa CMEpPTHOCTI, IpeHaTalbHI CTaHH,
XPOMOCOMHI OPYLIEHHS, MOIIMOP(13M, BariTHICTh, IPOrpaMu CKPUHIHTY.

PE3IOME

[IpenaranbHass IMArHOCTHMKA MEHSAET CBOKO CyTh. B mepBeie 50 J€T CBOEro pa3BUTHS OHa
OTHOCHJIaCh K METOJIaM, C TOMOIIbIO KOTOPBIX OMNPEIETAETCS HAIMYHE MOPOKOB PAa3BUTHUS Yy €Il
HepoauBIIerocs pebeHka. brnarogaps CTpeMHTETPHOMY Pa3BUTHIO MOJEKYISAPHOW TEHETHKH W
COBPEMEHHBIX BH3YaJIbHBIX TEXHOJIOTHHA, OHA W3MEHAET TMOAXOJ C HBTAHA3MOHHOTO K
TepaneBTuyecKkomy. llosBiieHME TepMHMHA «MEOUUMHA IUI0JAa» CBUAETEIBCTBYET O TOM, YTO
HCCIIEIOBATENIM MOTYT HPOBECTH MHOTOMAPAMETPUYECKYIO OIEHKY IUIO/Ia M HAMNPAaBUTh PE3YJIbTaTh
UCCIIEIOBAaHMUM Ha pa3padoTKy dpdexTuBHOTO NeueHus. PoxaeHre nepcoHaaIn3npoBaHHON MEIUIHBI U
COYETaHHE €€ C NMPEeHATATHFHON MEIUIIMHON TaK)Ke MEHSIET HallpaBJIeHUE KOPPEKITUU 3a00JIeBaHUH TUTO/IA.
NMenHo »TuM mpobieMaMm TOCBsIIeHA paboTa, KoTopas Oasupyercss Ha HW3YYEHHH MPOOIEMbI
MPEHATAIBHON TUAarHOCTUKU C MO3UIMHA COBPEMEHHOMN KIMHUYECKOUW MpOoTeoreHOMUKH. [IprBeneHHbIe B
paboTe MaHHBIC CBUACTEIHCTBYIOT O HEOOXOAMMOCTH M3MEHHTHh HAa OCHOBAaHMHM COBPEMEHHBIX 3HAHUI
CHUCTEMY MEIUIIMHCKOTO HAOJIOACHHS 3a CYNpyramMH 10 OIUIOAOTBOPEHHS, XapaKTep HaOII0JIeHUs 3a
OepeMeHHOI; MepelTH Ha IUCIaHCEpHOE HAOIOJCHHE OJHOBPEMEHHO 3a OEpeMEHHOW U ee elle
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HApOJMBIIMMCS PEOCHKOM, BOCHPHUHHUMAs WX KaK EIUHYI0 CHCTEMY, MOCTPOSHHYIO IO MPHHIIHITY
«raJbBAHUYECKOrO 3JIEMEHTA.

KiroueBble cioBa: aemorpaduueckas CUTyalsi, CTPYKTypa CMEPTHOCTH, IpEHATaIbHBIC
COCTOSIHUS, XPOMOCOMHBIE HapyIIeHUs, MTOIUMOP(PHU3M, O€pEMEHHOCTh, MPOTPAMMBI CKPUHHHT .

SUMMARY

Prenatal diagnostics is changing its essence. First 50 years of its development it was referred to
the methods which determined presence of congenital abnormalities in unborn children. Due to the fast
development of molecular genetics and modern visual technology, it changes the approach from
euthanasian to the therapeutic. The appearance of the term "fetal medicine™ suggests that researchers can
conduct multi-parameter evaluation of the fetus and give the results of research to work out effective
treatment. Birth of personalized medicine and its combination with prenatal medicine is also changing
the direction of correction of diseases of the fetus. The work is devoted to these issues, which is based on
a study of the problems of prenatal diagnosis from the position of current clinical proteogenomics.
Presented data testifies the need to change the system of medical monitoring spouses before fertilization
considering modern knowledges, also the nature of monitoring pregnant women, to start the dispensary
observation of the pregnant woman and her unborn child at the same time, treating them as a unified
system based on the principle of a galvanic cell.

Key words: demography, structure of mortality, prenatal conditions, chromosomal abnormalities,
polymorphism, pregnancy, screening program.
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