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MpeactaBneHo pesynbTaTv aHanidy reHeTUYHoI
naTonorii y 3MiiBCbkoMy panoHi XapkiBcbkoi obnacTi —
3aranbHa OOTSKEHICTb OUTAYOro HacCeneHHs panioHy
MOHOTE€HHUMU i XPOMOCOMHMMM  3aXBOPHOBaAHHAMM
cknana 0,37%. BusHayeHO cnekTp Ta NOLUMPEHICTb
MOHOTeHHMX XxBOpoO. BusiBneHo 17 HO30MOrYHMX
¢opM 3 pi3HUMK TUNamMK ycrnagKkyBaHHs1, 30Kpema, Hew-
poceHcopHy BTpaty cnyxy (1:797), rinogisapHuin Ha-
Hi3m (1:2989), napokcmnamarnbHy mionnerito (1:5979) Ta
remodpinito A (1:6194). XpoMoCOMHi nopyLueHHs Bynu
npeacraenexi cuHgpomom [ayHa (1:1495). OtpumaHi
pesynbTaty CMiBCTaBHI 3 MOLUMPEHICTIO TEHETUYHOI
naTonorii y iHWKMX perioHax YkpaiHu Ta €sponu.

KnrouyoBi cnoBa: reHeTu4yHa naTonoris, nowmpe-
HICTb, MOHOrEHHI 3axBOPIOBAHHSA, XPOMOCOMHI Nopy-
LLIEHHS, XapkKiBCcbka 0bnacTb.

3B'A30K pobOTM 3 HayKOBMMM nporpamamm,
nnaHamu, Temamu. [locnigkeHHa NpoBoAMIocs B pam-
Kax HaykoBo-gocnigHoi pobotn XHY imeHi B. H. Kapasi-
Ha «["eHeTW4Hi NnepefyMOBU PO3BUTKY Ta KOpeKLii cnag-
KOBOI naTornorii Ha pi3HUX eTanax OHToreHesy NioAVHU
Ta TBapuH», Ne gepx. peectpauii 0116U005341.

BcTyn. KoxHoro poky onvcyoTb HOBI HO30MOTYHi
dopmu cnagkoBux XBOpoO, ix 3aranbHa KinbKiCTb BXe
nepesuwtye 5000 [35]. BinbwicTe 3 HUX € BiQHOCHO
pigKiCHAMW, NpoTe 3aranbHa OOTSXKEHICTb HAaceneHHs
reHeTMYHOoo naTonorieto Moxe caratn 3—7% [20].

CnekTp cnagkoBOi MNaToOMoOrii, Pi3HOMAHITHICTb
MyTauii, Wwo il CIPUYMHUAK, a TaKoX iX MOLUMPEHICTb
3Ha4yHO BapilOTb Yy PI3HMX KpaiHax Ta eTHocax. Y
3B'A3KY 3 UMM BUBYEHHS FEHETUYHMX XapPaKTEPUCTUK
HacemneHHs Pi3HUX pPerioHiB € BaXXnNMBMM eTanom AocC-
NiopKeHb y reHeTuli NioanHn, SKUin O3BONSE OUIHUTU
dakTopn nonynsAuinHOI OUHAMIKWN, TaKi sIK NMOKa3HWMKM
MyTaLUiHOro Ta MirpauinHoro npoueciB, CTPYKTypu
wrntobis [33].
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Y 90-x pokax MWHYNOro CTOPiYYA TFEHEeTUKO-
nemorpadivHi npouecy 6yno JocnimkeHo B yKpaiHCb-
KMX MONynsiuisix, 30Kkpema, XapKiBCbKii, JOHELbKIN, fy-
FaHCbKil, XMEMbHULBKIN Ta KpuMcbkin [4-9]. Ix 6yno
nogoexeHo 3 2008 poky cepef, HaceneHHs XapKiBCbKOT
obnacti Ta npoaHanisoBaHO pa3oM 3i CMEKTPOM reHe-
TU4YHOI naTororii [15]. Y pi3Hux perioHax KpaiHu Konek-
TMBaMW aBTOpIB BMBYaNMUCH 4acToOTW TEHOTUNIB, LWO
3yMOBIIOOTb XBOPOOWU pi3HMX cuctem, EHOTUMNOBI
acouiauii MyTauin 3 penpodyKUinHAMU MOPYLUEHHAMM,
HEepPBOBO-M'SI30BMMW NATOSOrNAMMN, J1I30COMHUMU XBO-
pobamMy HaKOMUYEHHsi, MYKOBICLIMA030M, @ TaKOX MO-
LUMPEHICTb LMX 3axBoptoBaHb [28, 29, 34, 36, 44]. Oa-
HaK Takmx MacwTabHMX MPOEKTIB Ha HauioHarbHOMY
piBHI NPOTAroM TpMBanoro Yacy, sk y KaHagi, ®iHnaHaii
Ta iHWKX KpaiHax [10, 37], B YkpaiHi He peanizoBaHoO.

MeTolo gaHoro gocnigxeHHsa OyB aHanis obTsa-
XKEHOCTi reHeTUYHOK MaTosNorield AUTAYOro HaceneH-
Hs 3MiiBCbKOro panoHy XapkiBcbkoi obnacri.

Matepianu i meToan pocnigxeHHA. Y 3MiiBCb-
KOMY panoHi XapkiBCbKOi 061acTi YMCENbHICTb AiTen y
Bili Big 0 oo 17 pokiB Ha 01.01.2016 p. cknana 11957
YOmOBIK, 3 HUX AiBYaTOK — 5763, xnonyukiB — 6194.
36ip nepBuHHOrO Martepiany npoBogunn y 2016—
2017 pp. y N'onoBHOMY ynpaBniHHi CTaTUCTUKN Yy Xap-
KiBcbkin obnacti, K303 «XapkiBcbkuin obnacHuii iHo-
pMauiiHO-aHaNITUMHUA  LUEHTP MEAWYHOI CTaTUCTUKM
[enapTameHTy OXOpOHM 340poB’'s XapkiBCbkoi obnac-
HOI Oep)XaBHOI afMiHICTpaLii Ta MeaNYHMX yCTaHOBax
3miiBcbKoro paroHy. |Hdopmauis npo xBopux Aitewn
OTpMMaHa 3 YCiX OCHOBHUX [Xepen X peecTpadii, LWo
OXOMIIIOIThb YCE AUTAYE HacerneHHsi panoHy: NosioroBo-
ro BigAiNeHHs, AUCnaHCcepHUX rpyn, o ¢opMyroTbCs
Ha nigcTasi perynapHux npodornsaiB HeopraHisosa-
HUX OiTen i gitTen B OUTAYMX OOLLKINIbHUX Ta LUKINbHUX
yCTaHoBax nefiaTpoM i nikapamm-gaxisuamu, a Takox
camo3BepHeHb. [poaHanisoBaHO MeaMYHi KapTu aiten
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Ta AMcnaHcepHi rpynu nikapis-gaxisLiB BY3bKOro npo-
dinto — xipypris, OTONapuHronoris, ogTanbLMOMOriB,
HeBponaTtororie, EeHAOKPUHONOrB, AepMaToBEeHepo-
norie, aki BknovaoTb 206 ocib, 3 HMX 75 nigniTkis,
131 guTtuHa.

Yci gocnign nposogunu y signosigHocTi Ao KoH-
BeHUil Pagu €sponu «[Mpo 3axucTt npaB MOAWVHM i
NOACLKOI TAHOCTI B 3B'A3KY 3 3aCTOCYBaHHSIM [OCST-
HeHb Oionorii Ta MeaunumHu: KoHBeHUis npo npaBa
nognHn  Tta  6iomeguuuHy (ETS Ne 164)» Big
04.04.1997 p., i MenbciHcbKoi geknapadii BcecBiTHbOI
Meam4yHoi acouiauii (2008 p.).

Pe3ynbTaTn pgocnigkeHHA Ta iX 0GroBopeHHs.
Mig ywac gocnigpxeHHs 6yno npoaHanisaoBaHO MOHOreH-
Hi Ta XPOMOCOMHI 3axBOpIOBaHHSA. Y aiten Ta nignitkis
3MiiBCbKOro panoHy BusiBnieHo 17 HO30M0riYHMX hopM
MOHOrE€HHUX MaToNorin 3 PisHUMKM TUNaMn ycnagky-
BaHHs1 (Tabn.). HesBaxatoum Ha KOMMMEKCHi 3axoau
LLIOAO BUSBMEHHS BCiX BUNAAKIB reHETUYHUX 3aXBOPHO-
BaHb, HEMOXIMBO MOBHICTIO BUKITIOYUTU HAsIBHICTb
XBOPUX 3i CTEPTOIO KINiHIYHOK KapTMHOMD, SKi HE nepe-
OyBatoTb Ha 06Ky B MeOUYHMX yCTaHOBaXx, i Mornu 6
OyTu nponyLeHi.

CnekTp reHeTU4HOI NaTonorii cepen HacerneHHd
3MiiBCbKOrO panoHy € XapakTepHum Ans OinbliocTi
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YKPaiHCbKMX Ta €BPONEMCHbKUX MNOMyNnAuin B Uinomy.
MowwmpeHicTb MoHoreHHoi natornorii cknana 0,30%,
npu UbOMY Yy cepelHbOMY B CBIiTi BOHa MOXe BapitoBa-
7 Big 0,55 po 1,40%, Toai 9k onsi CXigHOEBPOMENChb-
Koro perioHy 6yno BusHa4eHo nokasHuk 0,26% [3, 20].

Y CTpyKTypi MOHOreHHOi nmaTonorii y pawoHi Han-
Ginbll  NOLUMPEHVMMW  3aXBOPIOBAHHAMMW  BUSIBUNUCS
HeMpoceHcopHa BTpaTa cnyxy ABobivyHa — 41,6%, rino-
dizapHun HaHiam — 11,1%, a TakoX napokcM3marnbHa
Mionneria Ta cniHanbHa amioTpodis — no 5,6% (Tabn.).

Y eBponencbkux nonynsauigsx HempoceHcopHa
BTpaTa Crnyxy ycrnagkoBYyeETbCA 3A4ebinbluoro 3a ayTo-
COMHO-peuecMBHUM TuUMoM. Y 3MiIBCbKOMY panoHi
XapkiBcbkoi obnacTi ii nowwmpeHicte y 2015 poui ckna-
na 1:797, no XapkiBcbkii obnacti y 2010 poui BOHa
ctaHosuna 1:645 [15, 17], wo Bignosigae Takin y kpai-
Hax €sponu, 3okpema y PPH uen nokasHWK OLiHIOETb-
ca Ak 1:833 [48].

[MowwmpeHicTb rinogi3apHOro HaHi3aMy Yy panoHi
crniBcTaBHa 3 MokasHWKaMy Anst AUTAYOro HacerneHHs
iHWMx kpaiH — 1:3000-1:10000 [21]. Y 2008 poui y
KpacHorpagcbkomMy panoHi XapkiBcbKoi obracTi BoHa
ctaHoBuna 1:7453 [16].

MapokcmamarnbHa
YOnoBIKiB 4acTille,

mionneris
HXK Y >KiHOK,

3ycTpiYaeTbcs Yy
yepe3 HeMoBHY

Tabnuus — CnekTp Ta NOLWMPEHICTb MOHOTEHHMX 3aXBOPIOBaHb Yy AiTel i nianiTkie Micta 3miia Ta 3miiBcbkoro paio-

Hy XapkiBCcbkoi 06nacTi Ta y iHLKX nonynsuisix

Tun 3MiiBCbKWIA parioH MolumpeHicTb
MaTonoris OMIM ycnagky- KinbKicTb ) B iHLUMX JliT.
BaHHS XBOPYX, N MowwpericTs nonynsuisx

;'Beg'gigf;”mp”a BTPATA CIYXY | 220290 AP 15 1:797 1:833 [48]
FnocisapHuin HaHi3m 262400 AP 4 1:2989 1:3000-1:10000 [21]
MapokcmamansHa mionneris 170500 AL 2 1:5979 1:250000 [1]
CnirankHa amioTpocis %51%32%%' AP, XP 2 1:5979 1:6000-1:19608 | [19]
M’asoBa guctpodia AdioweHa 310200 XP 1 1:6194* 1:3500 [23]
Henpodgibpomaros, tvn | 162200 Al 1 1:11957 1:2000-1:6000 [47]
LlepebpanbHuii riraHTnam 117550 AL 1 1:11957 1:14000 [24]
XBopob6a KoHoBanosa-BinbcoHa | 277900 AP 1 1:11957 1:30303-1:250000 [25]
BpoaoxeHa rnaykoma 231300 AP 1 1:11957 1:5000-1:22000 [39]
Bpopxena karapakra 6111259%%1 - 1 1:11957 1:7874 [40]
EkTogepmanbHa gucnnasis 225500 AP 1 1:11957 1:17000 [45]
CuHgpowm lMNpoTes 176920 - 1 1:11957 1:1000000 [2]
IxTio3 3BnYanHU 146700 AL 1 1:11957 1:80-1:250 [11]
Ek3ocTo3Ha xoHapoaucnnasis 133700 AL 1 1:11957 1:50000 [18]
Cungpom Enepca-[laHnoca 225400 AP 1 1:11957 1:5000 [12]
MykoBicungo3 219700 AP 1 1:11957 1:2500 [14]
Femodpinia A 306700 XP 1 1:6194* 1:10000 [41]

Mpumimku: ALl — ayTOCOMHO-OOMIHAHTHUIA TN ycnaaKyBaHHs; AP — ayTOCOMHO-peLecMBHMIA TUM ycnaakyBaHHs; XP —
X-34enneHun peuecuBHU TUN yCNaaKyBaHHS; * — MOKa3HMK pO3paxoByBaBCA MLle Ha ocib YonoBivoi cTaTi; ** — Homep 3a
OMIM He yTOYHEHUIN Yepes reTeporeHHiCTb 3aXBOPIOBAHHS; N — KiNbKICTb XBOPUX.
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neHeTpaHTHICTb [1]. Y parioHi nowwmpeHicTb mionnerii
cTaHoBuTbL 1:5979.

AKwo y GinbLIOCTi €BPONENCbKNX KpaiH nowumnpe-
HICTb CrniHanbHOI M'sI30BOI  amioTpodpii CTaHOBUTL
1:6000-1:19608 [19], To noka3Huk 1:5979 y 3miiBCbKO-
My paioHi XapkiBCcbkoi obnacTi Uinkom Bignosigae in.

MowwpeHicTe M’A30BOI AncTpodii y AochigXeHo-
My pawoHi cknagae 1:6194, a cepefHbLOCBITOBUI MO-
ka3Huk — 1:3500 [23, 44].

Henpogibpomatos | Tuny (xsopoba PekniHrayse-
Ha) XapaKTepusyeTbCs HEMOBHOK NEHETPaHTHICTIO Ta
BapiabenbHOI ekcnpecuBHicTio. Moro nolumpeHicts y
3miiBCbkOMY panoHi XapkiBcbkoi obnacti — 1:11957, y
eBponencbknx nonynsuisx — 1:2000-1:6000, a y Poc-
TOBCbKi obnacti Pocinicekoi Pepepauii — 1:12133
[3, 47].

MowwpeHicTb LepebpanbHOro riraHTU3My (CUHA-
pomy Cotoca) y gocnimkenin nonynsauii (1:11957) He
BiOpI3HAETbCA Big MokasHuka Yy Benwkin Bputanii
(1:14000) [24], Npo Moro nowmMpeHicTb B YKpaiHi AaHnx
B niTepatypi He 3HanaeHo.

Y paVioHi BUSIBMEHUA OAMH nauieHT 3 XxBOopoboto
KoHoBanoBa-BinbcoHa (1:11957), Todi sk y eBponen-
CbKMX MONYnsAUifX NOLWMWPEHICTb Ui€i naTonorii Bapitoe
Big 1:34483 y Wotnangii go 1:250000 y ®PH [25].
BigomocTteln wono enigemionorii Lboro 3axBoploBaH-
Hs1 B YKpaiHi B niTepatypi He 3HangeHo, okpiM nyoni-
kauii Miwenko T. C. Ta MNanoHoBa-BonowwuHa I. K., y
AKin HaBedeHO AaHi Npo 82 nauieHTiB 3 YCiX perioHiB
YkpaiHu, aki npoxoannu nikyBaHHA Y KniHili [HCTUTyTY
HeBponorii, ncuxiaTpii Ta Hapkonorii HAMH Ykpainu 3
1992 no 2013 pik [30].

BpompkeHa kaTapakta y €Bponi 3ycTpiyaetbcs y
cepefHbOMy 3 vactoTtow 1,27, y Benukii BputaHii —
2,30, y PpaHuii — 2,73 Ha 10000 [40], B YKpaiHi X BO-
Ha cTaHoBuTb 1:16892 [46], wo B Linomy Bignosigae
BCTaHOBEHOMY AN 3MIiBCbKOro pamoHy NOKa3HUKY —
1:11957.

MowmpeHicTb NepBMHHOI BPOAXEHOI rMaykomn y
3axigHuX kpaiHax Bapitoe Big 1:22000 go 1:5000 [39].
Y uuran y CnoayvunHi BoHa cknapae 1:1250, y Poc-
TOBCbKin obnacTi Ta Yyeawii — 1:88268 ta 1:33930
BignosigHo, a y Caypgiscbkin Apasii — 1:2500 [3, 22,
39]. Y 3miiBcbkomy parioHi XapkiBcbKoi obnacti uen
MokasHuK ckras 1:11957.

MoLwwmpeHicTb ixTiody npocToro, abo BynbrapHoro, y
parioHi ctaHosuna 1:11957, wo Bignosigae LboMy no-
Ka3Huky y binopyci — 1:15500, Togi Sk HaHWX4Ya 3axBO-
pIOBaHIiCTb Ha ixTio3 B €Bponi cnoctepiraetecs y BocHii
n lepueroBuHi — 1:129870, a HavBuwa — y AHmii —
1:80-1:250 [11, 32, 43]. 3a HaWMMK BRACHUMW OaHU-
MW, MOLUMPEHICTb iXTio3y y XapkiBcbkin obnacTti y 2012
poui cknagana 1:2557, a y 2015 pouj — 1:4545 [15, 38].

Ek3ocTo3Ha xoHngpoaucnnasia y cepegHbOMy B
CBITi 3ycTpidyaeTbcs 3 nowwmpeHicTio 1:50000 [18], a y
JocrnigxysaHoMy parnioHi — 1:11957.
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Cungpom Enepca-fannoca, 3a gaHnvn A. Busch
3 CniBaBT., 3yCTPIYaETLCHA Y CepeqHbOMY 3 MOLUMPEHIC-
Tio 1:5000 [12], Toai sk y 3miiBcbkomy panoHi Len
NMOKa3HWK BU3HayeHnn sk 1:11957. Y Pocii BiH cTaHo-
BuUTb 1:9466 3 Bapiauieto Big 1:1716 B TaTapcTaHi o
1:50900 y Agurei [27].

MowwmpeHictb MykoBicuMao3y y 3MiiBCbKOMY pa-
nmoHi cknana 1:11957, Toai sk y 3axigHOMy perioHi
Ykpainm — 1:3364, Ta B uinomy no €sponi — 1:2500
[14, 28]. CknagHiCTb BMSABMEHHA MYKOBICLMA03Y 3yMO-
BfieHa KniHiYHMM noniMopdi3aMoM Ta reHeTUYHOK re-
TEPOreHHICTIO 3aXBOPIOBaHHSA, WO BM3HAYalOTbCA TU-
nom MyTauii y reHi TpaHCMeMOpaHHOro perynaTopHO-
ro 6inka mykosicungosy TPEM (CFTR) Ta reHoTunom
nauieHta. Hatenep BCTaHOBNEHO iCHYBaHHS nNoHapg
1800 myTauin ubOro reHa, Npu UbOMY B MAUIEHTIB B
YkpaiHi BusineHo 23 roro aneni 1a 39 pisHNX reHoTu-
nis [28].

MowwpeHicTe remodinii y panoHi 6yna BnsHaveHa
aKk 1:6194, Ha 3axogi YKpaiHM BOHa CTaHOBUTb
1:8385, y binopyci — 1:7752, y Pocii — 1:4386 [13], y
€Bponi BoHa cknagae Big 1:2591 y Icnangii go
1:18182 y bocHii Ta NepueroBuHi [42], a cepegHbOCBI-
TOBWUI NOKa3HWK OLiHIOETLCA sk 1:10000 [41].

BigMiHHICTE NOWWMPEHOCTI MEBHUX TFEeHEeTUYHUX
naTonoriv y panoHi NOPIiBHAHO 3 IHWNMW perioHamMn Ta
KpaiHamMy Moxe OyTn 3yMOBreHa SK reHeTUYHUMMU
dakTopamu, 30Kpema, HasiBHICTHO MaKOPHUX YU YHi-
KanbHUX MyTauii Ta reHeTuko-gemorpadiyHmumm npo-
LecamMu, Tak i KOMMMEKCOM [AiarHOCTUYHUX 3axopiB.
3pocTaHHA NoKasHWKY iHGpMAUHIY, 0cobrnmMBo Yy Cinb-
CbKill MiCUEBOCTI B OCTaHHE Aecatupiyus y CxigHin
YkpaiHi, MOXe NpM3BECTU OO 3POCTaHHA 4acToOT MEB-
HUX naTtonorik, sk y kpaiHax [liBHi4HOI €Bponn Ta
Bnusekoro Cxopy [15]. Hanpwknag, nonynsuiviHo-
reHeTuuYHi gocnigkeHHa y PiHnangii, ona skux € xa-
paKTEPHUM iICTOPUYHO BUCOKUIN iHOPUMAMHI, BUSBUIK
HaKOMMYeHHs1 36 PIgKICHUX MOHOFEHHUX XBOPOO, SKi
HaBiTb HAabyNN Ha3Bu «IHCbKNX CMAAKOBMX 3aXBOpPHO-
BaHb». [0 Uiel rpynn cnagkoBux NopyLleHb Hanexartb
32 ayTOCOMHO-peuecuBHuX, [Ba ayTOCOMHO-OOMi-
HaHTHMX Ta ABa X-34enfieHnx peuecuBHUX 3axBOPIO-
BaHHS, B TOMY YMChi acnapTUnrioKo3aMiHypis, giact-
pocpivyHa gucnnasis, CMHAPOM ayTOiIMYHHOI NOMieHa0K-
pvHonarTii, aminoigos, BpoaxeHa xnopuaHa giapes ta
HEe(POTOKCUYHUIN CUHOPOM (PIHCLKOro TUMY, CUHAPO-
Mun Awepa Ta Mekens, kapnukosictb Men6pi, Bpoa-
)KeHa nrocka poriBka, ckrnagyacta atpodis CyguHHOT
OBOONMOHKN 1 CiTKIBKA TOLLLO, HATOMICTb MOKa3HWKWN Mo-
LUMPEHOCTI OEHINKETOHYPIi Ta MyKOBiCUMAO03Y Y LINX
nonynayisx 6ynm 3Ha4HO HUXKYMMU, HIX Y iHLUMX €BPO-
nencekux nonynauiax [14, 31, 37].

Kpim TOro, y gocnigyxysaHomy parnioHi 6yno susie-
neHo 8 aiter 3 XpOMOCOMHUMMW MOPYLLEHHSAMU, a came
3 cuHgpomom [layHa (1:1495), wo He Bigpi3HSAETbCA
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BiJ, cepeHbOEBPONENCHKOro nokasHuka (1:893) [26] i
Moxe OyTn 3ymMoBneHe edpeKkTUBHICTIO BigNOBIAHMX
3axoAiB NpodinakTnkn y panoHi, B TOMY Yucri peani-
3ali€l0 CKPUHIHIOBMX Mporpam, NiaBULLEHHAM piBHS
paHHbLOI JiarHOCTUKM LIMX 3aXBOPIOBaHb.

Takum YmMHOM, 3araribHa OBTSKEHICTb HaceneHHs
3MIiiBCbKOro panioHy reHeTUYHOK NaTomoriel cknana
0,37%.

BionoriyHi Hayku

KOMY paioHi XapkiBCbKoi 06racTi sk 3a CBOIM CMekT-
pom — 17 Ho3zonoriyHux hopM, TaK i 3a NokasHuKamu
NOLUMPEHOCTI, CniBCTaBHi 3 Takumu y BinbLocTi cxia-
HOEBPOMENCHLKMNX MOMYMSALLN.

MepcnekTuBmn noganblunx pocrnimkeHb. OTpu-
MaHi faHi MOXyTb B6yTV BUKOPUCTaHI y NPOCBITHULIbKIV
po6oTi WoAo nonepemsKeHHs POAMHHMX WwnobiB Ta
3HMKEHHSI TeHEeTUYHOI OOTSKeHOCTI HaceneHHs. Nna-

LLIO XapaKTepUCTUKM MOHOreHHoi nartonorii y 3MiiBCb-

10.

11.

12.

13.
14.
15.

16.

17.
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BucHoBku. NpoBeaeHe [OCNIMXEHHS Mokas3ano, HYETbCS NOAOBXWUTM iX ANSA iHWMX panoHiB Ta obnac-

Ten Ykpainu.

References

Alkaabia JM, Mushtag A, Al-Maskarib FN. Hypokalemic periodic paralysis: a case series, review of the literature and
update of management. Eur J Em Med. 2010; 17: 45-7. PMID: 20201128.

Alves C, Acosta AX, Toralles MBP. Proteus syndrome: Clinical diagnosis of a series of cases. Indian J Endocr Metab.
2013; 17: 1053-6. doi: 10.4103/2230-8210.122621.

Amelina SS, Vetrova NV, Amelina MA, Degtereva EV, Ponomareva Tl, Elchinova Gl, Michailova LK, Zinchenko RA.
The load and diversity of hereditary diseases in four raions of Rostov oblast. Rus J Genet. 2014; 50 (1): 82-90. doi:
10.1134/S1022795414010025.

Antsupova VV. Dynamics of genetic-demographic structure of Lugansk population and burdened by the innate and
inherited pathology: Abstr. PhDr. (Med.). Kyiv; 2007. 21 p. [Ukrainian].

Atramentova LA, Filiptsova OV, Mukhin VN, Osipenko SYu. Genetic Demography of Ukrainian Urban Populations in
the 1990s: Ethnic Geographic Characteristics of Migration in the Donetsk Population. Rus J Genet. 2002; 38 (10):
1189-95. doi: 10.1023/A:1020609006063.

Atramentova LA, Filiptsova OV, Osipenko SYu. Genetic Demography of Ukrainian Urban Populations in the 1990s:
Ethnicity and Birthplaces of Migrants to the Poltava Population. Rus J Genetics. 2002; 38 (9): 1082—7. doi: 10.1023/
A:1020200100784.

Atramentova LA, Filiptsova OV, Osipenko SYu. Genetic Demography of Ukrainian Urban Populations in the 1990s:
The Ethnic Composition of the Migration Flow in the Kharkov Population. Rus J Genet. 2002; 38 (7): 816—23. doi:
10.1023/A:1016399823573.

Atramentova LA, Ishchuk ML, Utevskaya OM. Genetic Demographic Analysis of Western Ukrainian Populations: The
Marriage Structure of Populations from the Khmel'nitskii Oblast with Respect to Ethnicity and Birthplace. Rus J Genet.
2004; 40 (8): 926-31. doi: 10.1023/B:RUGE.0000039727.82043.3f.

Atramentova LA, Meshcheryakova IP, Filiptsova OV. Characteristics of migration in the population of Yevpatoria
(Crimea). Rus J Genet. 2014; 50 (9): 994-1002. doi: 10.1134/S1022795414090026

Beaulieu CL, Majewski J, Schwartzentruber J, Samuels ME, Fernandez BA, Bernier FP, Brudno M, Knoppers B, Mar-
cadier J, Dyment D, Adam S, Bulman DE, Jones SJM, Avard D, Nguyen MT, Rousseau F, Marshall C, Wintle RF,
Shen Y, Scherer SW, FORGE Canada Consortium, Friedman JM, Michaud JL, Boycott KM. FORGE Canada Consor-
tium: Outcomes of a 2-Year National Rare-Disease Gene-Discovery Project. Am J Hum Gen. 2014; 94 (6): 809-17.
PMID: 24906018. PMCID: PMC4121481. doi: 10.1016/j.ajhg.2014.05.003.

Brown SJ, Relton CL, Liao H, Zhao Y, Sandilands A, McLean WHI, Cordell HJ, Reynolds NJ. Filaggrin haploinsuffi-
ciency is highly penetrant and is associated with increased severity of eczema: further delineation of the skin pheno-
type in a prospective epidemiological study of 792 school children. Br J Dermatol. 2009; 161 (4): 884-889. PMID:
19681860. PMCID: PMC2883069. doi: 10.1111/j.1365-2133.2009.09339.x.

Busch A, Hoffjan S, Bergmann F, Hartung B, Jung H, Hanel D, Tzschach A, Kadar J, von Kodolitsch Y, Germer C-T,
Trobisch H, Strasser E, Wildenauer R. Vascular type Ehlers-Danlos syndrome is associated with platelet dysfunction
and low vitamin D serum concentration. Orphanet Journal of Rare Diseases. 2016; 11: 111. PMID: 27488172. PMCID:
PMC4971646. doi: 10.1186/s13023-016-0491-2.

Dashkevich E, Alkhavik Yu, Rudz M, Valabueva V, Mikhailouskaya A. The analysis of prevalence of hemophilia in
Belarus. Meditsinskie novosti. 2014; 9: 29-30. [Russian].

Farrell PM. The prevalence of cystic fibrosis in the European Union. J Cystic Fibrosis. 2008; 7 (5): 450-3. PMID:
18442953. doi: 10.1016/j.jcf.2008.03.007.

Fedota AM. Genodermatosis in the study of the problems of human genetic safety: Abstr. Dr. Sci. (Biol.). Kyiv; 2012.
40 p. [Ukrainian].

Fedota AM, Ryzchko PP, Vorontsov VM, Kasyan IN, Olefirenko VG, Dmitruk LV, Movchan NV. Genetic-
epidemiological study of small urban and rural populations in Kharkov region. Medytsyna sohodni i zavtra. 2010; 2—-3
(47-48); 93-8. [Ukrainian].

Fedota AM, Stepanenko BA, Fedota NM, Movchan NV, Trifonova EN. Genetic-Population study of deafness in Kharkov
region. Aktualni problemy akusherstva i hinekolohii, klin imunolohii ta med henetyky. 2011; 21: 400-5. [Russian].

223



BionoriuHi Haykun

18.

19.

20.

21.

22.

23.

24.

25.

26.

27.

28.

29.

30.
31.

32.

33.

34.

35.

36.

37.

38.

39.

40.

41.

42.

224

Hamouda HI, Abulhasan S, Al-awadi S. Hereditary multiple exostoses, macrocephaly, congenital heart disease, devel-
opmental delay, and mental retardation in a female patient: A possible new syndrome? Or new association? Egypt. J
Med Hum Genet. 2011; 12: 95-8. doi: 10.1016/j.ejmhg.2011.02.006.

Jones C, Oskoui M, Zielinski D, Vinikoor L, Farwell W. Systematic review of incidence and prevalence of spinal mus-
cular atrophy (SMA). Eur J Ped Neurol. 2015; 19 (S. 1): S64-S65. doi: 10.1016/S1090-3798(15)30213-0.

Jorde LB, Carey JC, Bamshad MJ. Medical genetics. Philadelphia, PA: Elsevier, 2016. 356 p.

Kotvitska AA, Cherkashyna AV. Research of the prevalence indicators of orphan diseases in Ukraine. Sotsialna far-
matsiia: stan, problem ta perspektyvy: materialy nauk. sympoziumu u ramkakh VIII Nats. z’izdu farmatsevtiv Ukrainy,
Kharkiv, 15-16 veresnya 2016. Kharkiv, 2016: 29-35. [Ukrainian].

Krasnov MV, Krasnov VM, Savaskina EN, Abrukova AV, Kirillov AG. Epidemiologiya, etnoterritorialnye, geneticheskie
osobennosti nasledstvennyh boleznej u detej Chuvashskoj respubliki. Vestnik Chuvashskogo universiteta. 2010; 3:
119-25. [Russian].

Kravchenko SA, Nechyporenko MV, Livshits LA. Origin of Dystrophin Gene Deletions in Duchenne and Becker Muscular
Dystrophy Patients from Ukraine. Cytology and Genetics. 2017; 51 (3). P. 185-91. doi: 10.3103/S0095452717030057.
Lane C, Milne E, Freeth M. Characteristics of Autism Spectrum Disorder in Sotos Syndrome. J Autism Dev Disord.
2017; 47 (1): 135-43. PMCID: PMC5222916. PMID: 27771801. doi: 10.1007/s10803-016-2941-z.

Liu J, Luan J, Zhou X, Cui Y, Han J. Epidemiology, diagnosis, and treatment of Wilson’s disease. Intractable Rare Dis
Res. 2017; 6 (1): 249-55. PMCID: PMC5735277. PMID: 29259852. doi: 10.5582/irdr.2017.01057.

Loane M, Morris JK, Addor MC, Arriola L, Budd J, Doray B, Garne E, Gatt M, Haeusler M, Khoshnood B, Klungsgayr
Melve K, Latos-Bielenska A, McDonnell B, Mullaney C, O’'Mahony M, Queisser-Wahrendorf A, Rankin J, Rissmann A,
Rounding C, Salvador J, Tucker D, Wellesley D, Yevtushok L, Dolk H. Twenty-year trends in the prevalence of Down
syndrome and other trisomies in Europe: impact of maternal age and prenatal screening. Eur J Human Genet. 2013;
21 (1): 27-33. PMCID: PMC3522199. PMID: 22713804. doi: 10.1038/ejhg.2012.94.

Makaov AK, Elchinova GlI, Galkina VA, Kutsev SI, Zinchenko RA. Prevalence rate of Ehlers-Danlos syndrome in some
populations of Russia. Modern problems of science and education. 2016; 3. Available from: http://science-
education.ru/ru/article/view?id=24395.

Makukh HV. Algorithm of CFTR gene mutations molecular-genetic analysis for cystic fibrosis practical diagnosis.
Laboratory diagnostics. 2011; 2 (56): 14-9. [Ukrainian].

Makukh HV, Hnateyko OZ. Approaches for the defending of segregation part of genetic load in human. Topics in ex-
perimental evolution of organisms. 2013; 13: 319-22. [Ukrainian].

Mishchenko TS, Voloshin-Haponov IK. Current aspects of Wilson's disease Int Neurol J. 2015; 2 (72): 20-3. [Russian].
Mitchell JJ, Trakadis YJ, Scriver CR. Phenylalanine hydroxylase deficiency. Genetics in Medicine. 2011: 13 (8): 697-
707. PMID: 21555948. doi: 10.1097/GIM.0b013e3182141b48.

Mutevelich-Arslanagich N. Genodermatozy na territorii Respubliki Bosnii i Gercegoviny. Vestn dermatologii i vene-
rologii. 1992; 4: 40-2. [Russian].

Nasledstvennye bolezni: nacional'noe rukovodstvo / pod red NP Bochkova, EK Gintera, VP Puzyreva. M: GEOTAR-
Media, 2012. 936 s. [Russian].

Olkhovych NV. Molecular genetic basis for the formation of biochemical phenotype of lysosomal storage diseases:
Abstr. Dr. Sci. (Biol.). Kyiv, 2017. 45 s. [Ukrainian].

Online Mendelian Inheritance in Man: An Online Catalog of Human Genes and Genetic Disorders. Available from:
http://omim.org/statistics/geneMap

Pichkur NA, Olkhovich NV, Gorovenko NG. Lysosomal storage disease in Ukraine. Bulletin of problems in Biology and
Medicine. 2017; 4 (2): 14-9. [Ukrainian].

Polvi A, Linturi H, Varilo T, Anttonen AK, Byrne M, Fokkema IF, Almusa H, Metzidis A, Avela K, Aula P, Kestila M, Muilu
J. The Finnish disease heritage database (FinDis) update—a database for the genes mutated in the Finnish disease
heritage brought to the next-generation sequencing era. Hum Mutat. 2013; 34 (11): 1458-66. PMID: 23904198. doi:
10.1002/humu.22389.

Sadovnychenko YuO, Movchan NV, Roshcheniuk LV, Vorontsov VM. Analiz poshyrenosti monohennykh dermatoziv
na prykladi ikhtiozu u Kharkivskii oblasti. Aktualni pytannia suchasnoi medytsyny: Tezy dopovidei XIV Mizhnarodnoi
naukovoi konferentsii studentiv, aspirantiv, doktorantiv, molodykh vchenykh ta fakhivtsiv, 30-31 bereznia 2017 roku: u
2-kh tomakh. Kharkiv: KhNU imeni VN Karazina, 2017; 2: 78-80. [Ukrainian].

Sampaolesi R, Zarate J, Sampaolesi JR. The Glaucomas (Volume 1). Pediatric Glaucomas. Berlin, Heidelberg:
Springer, 2009. 486 p. doi: 10.1007/978-3-540-69146-4.

Sheeladevi S, Lawrenson JG, Fielder AR, Suttle CM. Global prevalence of childhood cataract: a systematic review.
Eye. 2016; 30 (9): 1160-9. PMID: 27518543. PMCID: PMC5023808. doi: 10.1038/eye.2016.156.

Stasyshyn OV, Terpylyak Ol, Krasivska VV, Makuch GV. The distribution of allelic variants of genes HLA-DRB1, HLA-
DQA1, HLA-DOBL1 in hemophilia A patients. Hematolohiia i perelyvannia krovi. 2014; 37: 232—7. [Ukrainian].
Stonebraker JS, Bolton-Maggs PHB, Soucie JM, Walker I, Brooker M. A study of variation in the reported hemophilia A
prevalence around the world. Haemophilia. 2010; 16 (1): 20-32. PMID: 19845775. doi: 10.1111/j.1365-2516.2009.02127 x.

YkpaiHCbKUI XXypHan MeguuuHu, 6ionorii Ta cnopty — Tom 3, Ne 4 (13)



BionoriyHi Hayku

43. Sukalo AV, Zhidko LB, Lazar EA. Vrozhdennyj ihtioz u detej. Minsk: Belarus. navuka, 2013. 70 s. [Russian].

44. Tretiak Bl. Spektr mutatsii pry spadkovykh nervovo-miazovykh khvorobakh liudyny na prykladi populatsii Zakhidnoi
Ukrainy: Abstr. PhDr. (Biol.). Kyiv; 2014. 17 s. [Ukrainian].

45. Trzeciak. WH, Koczorowski R. Molecular basis of hypohidrotic ectodermal dysplasia: an update. J Appl Genetics.
2016; 57 (1): 51-61. PMID: 26294279. PMCID: PMC4731439. doi: 10.1007/s13353-015-0307-4.

46. Nakaz MOZ Ukrainy vid 28.01.2016 Ne49. Unifikovanyi klinichnyi protokol pervynnoi, vtorynnoi (spetsializovanoi), tre-
tynnoi (vysokospetsializvanoi) medychnoi dopomohy. Katarakta. [Ukrainian].

47. Uusitalo E, Leppavirta J, Koffert A, Suominen S, Vahtera J, Vahlberg T, Poyhdnen M, Peltonen J, Peltonen S. Inci-
dence and mortality of neurofibromatosis: A total population study in Finland. J Invest Dermatol. 2015; 135: 904-6.
PMID: 25354145. doi: 10.1038/jid.2014.465.

48. Zahnert T. The Differential Diagnosis of Hearing Loss. Dtsch. Arztebl. Int. 2011; 108 (25): 433-444. PMCID:
PMC3139416. PMID: 21776317. doi: 10.3238/arztebl.2011.0433.

YOK 575.17:575.174.015.3:575.176

FrEHETUKO-3INMUMOEMUONOINMYECKOE UCCIIEOOBAHUE

rOPOOCKOI'O U CENNIbCKOIO OETCKOIo HACEJIEHUA

XAPbKOBCKOW OBNACTU HA NPUMEPE 3MUEBCKOIO PAOHA

®edoma A. M., CadosHuyeHko KO. A., Jlbicak M. I1., ®edoma H. M., PoweHrok J1. B.

Pe3tome. NpeacraBneHo pesynbraTbl aHanu3a reHeTUYeckon natonornm B 3MMEBCKOM panoHe XapbKOBCKOW
obnactn — obLuas OTAroLEeHHOCTb AETCKOro HaceneHusi pamoHa MOHOTeHHbIMU U XPOMOCOMHBLIMU 3abonesaHnsIMm
coctasuna 0,37%. OnpegeneH Ccrnektp W pacrnpoCTPaHEHHOCTb MOHOreHHbix 6onesHen. BobissneHo 17
HO30M0rM4eckmMx hopm C pasnMyHLIMK TNaM1 HacnegoBaHUsi, B YaCTHOCTU, HEMPOCEHCOPHas TyroyxocTb (1:797),
rmnocpmsapHbii HaHM3m (1:2989), napokcmamanbHas muonnerns (1:5979) u remocomnua A (1:6194). XpoOMOCOMHbIe
HapyweHus 6binv npeactaeneHbl cuHgpomom [fayHa (1:1495). [MonyyeHHble pesynbTaTbl COMNOCTaBUMbI C
pacnpoCTpaHEeHHOCTbIO FfEeHETUYECKOW NaToNorMm B APYrMx permoHax YkpaunHsl n EBponbi.

KniouyeBble cnoBa: reHeTnyeckass nNaToriorMsi, pPacnpoCTPaHEHHOCTb, MOHOreHHble 3aboneBaHus,
XPOMOCOMHbI€ HapyLUueHusi, XapbKkoBCckas obnacTb.
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Genetic-Epidemiological Study of Urban and Rural Pediatric Populations

in Kharkov Region through the Example of Zmiiv District

Fedota O. M., Sadovnychenko Y. O., Lysak M. P., Fedota N. M., Roshchenyuk L. V.

Abstract. The burden of genetic disorders in different countries and ethnic groups demonstrates a wide
interpopulation variety. Therefore, the study of the population genetic characteristics in different regions is an
important stage in human genetics research, which allows assessing the factors of population dynamics, such
as markers for mutation and migration processes, the marriages structure.

The purpose of the study was the assessment the burden of genetic diseases in the pediatric population of
Zmiiv district, Kharkiv region, Ukraine.

Materials and methods. Total nhumber of children aged 0-17 in Zmiiv district of Kharkiv region was 11957,
including 5763 girls and 6194 boys in 2015. The medical information about 204 patients of target groups was
analysed in medical institutions of Zmiiv district and Kharkiv region. The genetic disorders prevalence was cal-
culated as the ratio of the number of patients with certain hereditary disease to the total number of population
studied. The prevalence of X-linked diseases was calculated per male individuals.

Results and discussion. The only single-gene and chromosome disorders were analysed during the medical
genetic survey. The burden of genetic disorders in population studied was 0.37%. The spectrum and prevalence
of single-gene diseases were determined. The prevalence of single-gene disorders in the district was 0.30%.
There were 17 nosological forms of monogenic disorders with different types of inheritance in pediatric popula-
tion of Zmiiv district. The most frequent genetic diseases were sensorineural hearing loss (1:797), hypopituita-
rism (1:2989), periodic paralysis (1:5979), and haemophilia A (1:6194). The prevalence of chromosome disor-
ders in the district was 0.07%. Chromosomal abnormalities were represented with Down syndrome (1:1495).

Conclusions. The conducted research has shown that the characteristics of monogenic pathology in Zmiiv
district of the Kharkiv region are comparable to those in most of the Eastern European populations both in their
spectrum and prevalence.

Keywords: genetic disease, prevalence, single-gene disorders, chromosome disorders, Kharkiv region.
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