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TArAP MOHOIFEHHOI | XPOMOCOMHOI NATONOTrII
ANTAYOro HACEJNEHHS NIBAQEHHOIO CXoay
XAPKIBCbKOI OBJIACTI
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BrBYeHHs NOLWMPEHOCTi reHeTUYHNX NaTomnorin B
OKpEMUX perioHax € BaXkNMBMM eTanoM B OOCHiIOKEH-
HAX reHeTUKN NMI0AUHN, WO MOXe NiABULLUTN reHeTuny-
Hy ©e3neKky HaceneHHs i Jep)XaBHy MOMITUKY B Meany-
HOMY CEKTOpi B Llinomy.

MeTol gocnigXeHHsi cTano BUBYEHHSI TE€HETUKO-
€nigemMionoriyHNX XapakTePUCTUK OUTSHOrO HaceneH-
Hs1 YOTUPLOX paroHiB lNiBaeHHoro Cxoay XapkiBCbKOI
obnacti — Banakniicbkoro, BnuaHIOKIBCbKOro, 3MiiB-
CbKoro Ta I3tomMmcbKoro.

MpencraeneHo pesynbTaTu OOCHIMDKEHHA Taraps
reHeTMYHOI naTonorii y 4oTupbox parnoHax liBaeHHo-
ro Cxogy XapkiBcbkoi obnacrti. 3aranbHa 06TsKeHICTb
OWTAYOrO0 HacCemneHHa LUMX PanoHiB MOHOreHHUMMU i
XPOMOCOMHUMU 3axBOpPOBaHHsAMMK Yy Banakniicbkomy
panoHi cTtaHoBuTb 0,47%, y bBnusHiokiBCbkOMy —
0,47%, y 3miiBcbkomy — 0,37%, a y [3tomcbkomy —
0,36%. BusiBneHo 36 HO30MOri4YHMX POPM MOHOTrEH-
HUX NaTonoriin 3 pisHUMKU TUNamu ycrnagkyBaHHS Ta
3 xpomocomHux. Cepes, MOHOTEHHUX 3axBOPOBaHb Y
BCiX panoHax 3apeecTpoBaHO HEMPOCEHCOPHY BTpaTy
cnyxy OBOCTOpOHHIO (1:1331), rinodisapHuin HaHi3M
(1:3629) Ta ixTio3 3BuyanHun (1:3629), a cepen xpo-
MOCOMHMX — cuHgpom [ayHa (1:1331). CniscTaBHi
abo HWXKYi 3a €BpOMNENCbKi MOKAa3HUKM OOTSKEHOCTI
HaceneHHsi XPOMOCOMHOIO MaTosorielo MoXyTb ByTn
3YMOBIEHI BUCOKOI e(EKTUBHICTIO MPOdiNakTUYHNX
3axoAiB y panioHax, B TOMY YUCHi peani3auieto CKpUHI-
HrOBUX MPOrpaM Ta paHHbOI AiarHOCTMKU LNX 3axBO-
ploBaHb, a TaKOX MiABULLEHHAM PpiBHA 06i3HAHOCTI
HaceneHHs1 3aBASKW NPOCBITHULbKIN pobOTi.

MpoBeneHe reHeTUKO-enigemionoriyHe Jocnia-
JKEHHS1 MoKa3ano CniBCTaBHICTb HO30JSIOMYHOrO CrneKT-
py Ta MOKa3HMWKIB NOLUMPEHOCTI MOHOMEHHUX i XpOMO-
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COMHMX 3aXBOPIOBaHb Y YOTUPLOX panoHax XapkiBCb-
Koi obnacti 3 TakuMmm y CXigHOEBPOMNENCHKUX NOonynsi-
uiax. OTpumaHi gaHi MOXyTb OyTW BUKOpUCTaHi ans
nokpawieHHs HaraTonnaHoBMX  NONyMsUiNHO-TeHe-
TUYHUX AOCNIOXEHb, @ TaKoX YAOCKOHaNeHHs perioHa-
NbHOT NOMITUKM Y MEAWNYHIN ranyai.

KnrouyoBi cnoBa: reHeTnyHa nartonorid, nowmpe-
HICTb, MOHOrEHHi 3axBOpPKOBaHHS, XPOMOCOMHI Mopy-
LUEHHs1, XapkiBcbka obnacTb.

3B’A30K pobOTU 3 HayKOBMMM nporpamamm,
nnadamu, Temamu. [locrnigXeHHs MpoBOAWMOCHA B
pamMkax HaykoBo-gocnigHoi pobotn XHY  imeHi
B. H. KapasiHa «["eHeTu4Hi nepegymMoBu po3BUTKY Ta
KOpeKLUji cnagKkoBOi NaTtonorii Ha pi3HMX eTanax OHTO-
reHesy noguvHu Ta TBapuH», Ne gepx. peecTpauii
0116U005341.

BcTtyn. 3HauyHun nporpec y 6opoTtbi nogctea 3
iHPEKUINHMMN 3aXBOPIOBAHHAMM Ta MOKPALLEHHA Me-
ToAiB AiarHOCTUMKU reHeTUYHOI naTonorii npu3senu Ao
CYTTEBOrO 3pOCTaHHA NMUTOMOI Bar OCTaHHbOI y CTPy-
KTYpi CMepTHOCTI Ta 3axBoptoBaHocTi [5, 21]. [lo uBep-
Ti ANTAYOro HaceneHHs Mae CnagkoBi 3aXBOPIOBAHHS,
B TOMYy uncni 4-5% — MoHoreHHi, a 0,6% — xpomMocom-
Hi, HAaTOMICTb Y BiUi 25 pokiB cymapHa 4acTtoTa reHe-
TWYHOI naTonorii ouiHeTbCA 6nmnsbko 5% [9, 43]. Y
3B’A3KY 3 TUM, O reHooHA nonynsuii BU3Ha4aeTbLCH
hakTopamu NonynsAuinHOT AUHAMIKW, CNEKTp i nowu-
PEHICTb CNaKOBMX 3axXBOPHOBaHb MAa€ CYTTEBI BiAMIH-
HOCTI Yy pPi3HMX KpaiHax, NpoTe, 3a3HayeHi po36iKHOCTI
He CTMPalTbCH HaBiTb BHACMIAOK rmobanbHuX Mirpa-
uivHmx npouecis [4]. [JocnigkeHHs MNOLUIMPEHOCTI
NneBHMX MaTofOrii B OKpemMux perioHax, ocobnmeo y
acnekTi NoNynAuiHOT ANHaMIKN, € BaXNNBOK NaHKOK0
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y po3pobui 3axodiB NigBULLEHHA reHeTUYHOI 6e3neku
HaceneHHsi Ta AepXXaBHOI MOMITUKMA Y MeQUYHIn ranysi
B LinoMy, TOMy B AesKux KkpaiHax, 3okpema, y KaHagai,
®iHnaHAii, cepen ipnaHACbKMX MirpaHTiB Towo 6yno
npoBeaeHO MacluTabHi JOCHiMKEHHST TAraps cnagko-
BMX 3axBOploBaHb [2, 3, 23, 32]. MNpoTe B YKpaiHi npo-
€KTU LWOoa0 BUBYEHHS OOTSKEHOCTI HACENEHHSI reHe-
TUYHoO naTonorieto [12, 30] noTpebyoTb NoganbLIoro
PO3BUTKY.

MeToto pgocnigxeHHs Oyno BMBYEHHS rEHETUKO-
enigemMionoriyHMx xapakTepucTuK AUTSYOro HaceneH-
Hs1 YOTUPLOX parioHiB NiBaeHHoro Cxoay XapkiBCbKOI
obnacti — banaknincbkoro, BnusHiokiBcbkoro, 3MiiB-
CbKOro Ta I3toMCbKOro.

Matepianu i MeToau pocnigxeHHA. Y banaknin-
CbKOMY palioHi XapkiBCbKOi 0BnacTi YMCernbHICTb gi-
Ten Ta nignitkie y Biui 0—17 pokis Ha 01.01.2016 p.
cknana 13636 4onoBik, 3 HUX giB4aTok — 6645, xnon-
ynkiB — 6991, y BnumsHiokiBcbkomy — 3623, 1799 Ta
1824, y 3miiBcbkoMy — 11957, 5763 Ta 6194, y I3tom-
cbkomy — 10701, 5239 Ta 5462 BignosigHo. 306ip nep-
BMHHOIO Martepiany nposogunu y 2016-2018 pp. y
"onoBHOMY ynpaBniHHI CTaTUCTMKN Y XapKiBCbkKin 06-
nacti, K303 «XapkiBCbkuii obracHuin iHpopmaLiiHo-
aHaniTMYHUIA LIEHTP MEAUNYHOI CTaTUCTUKU» Ta Meand-
HMX ycTaHoBax panoHiB obnacTi. lNMpoaHanizoBaHoO me-
OVYHi KapTv 561 guTWHK Ta nignitka, ski nepebyBatoTb
Ha aucnaHcepHoMy o0riky, BHECEHi 4O CMUCKIB AiTen-
iHBanigiB Ta peectpiB opdaHHNX 3axBoptoBaHb. [pen-
METOM [OCHiMKEeHHss Oynyn BuUNagkym MOHOrEHHOI Ta
XPOMOCOMHOI natonorii. [laHi woa0 MOHOreHHoi naTto-
norii 6yno npoaHanizoBaHO 3 BUKOPUCTaHHsAM 6asn
paHmx OMIM. CtaTtucTu4HUiA aHania npoBOAMNM 3a
OOMOMOTOK  KpUTEpIto x2. MepeBipky CTaTUCTUYHUX
rinoTes 34ivcHIOBanM Ha piBHi 3HavywocTi 0,05 Ta 0,01.

HocnipxeHHs npoBefeHe BIOMNOBIAHO OO OCHOB-
HUx GioeTu4HMX HopmM lenbciHcbkOT Aeknapadii Beec-
BiTHBOI MeaM4YHOI acouiaLii Npo eTUYHI NPMHUMNN Npo-
BEAEHHS HAYKOBO-MEeOUYHUX OOCHiSKEHb i3 nonpas-
kamm (2000, 3 nonpaekamu 2008), YHiBepcanbHoi ae-
knapadii 3 6ioeTukn Ta npae noguHn (1997), KoHBeH-
uii Pagn €ponu 3 npaB nogvHu Ta GiomeguumHu
(1997).

Pe3ynbTaTn pgocnigkeHHA Ta iX 0GroBOpeHHs.
Cepen HaceneHHa banaknincekoro panoHy y Biui
0—-17 pokiB BUABNEHO 22 HO30JI0M4YHIi hOpMM MOHO-
reHHMX NaTomnorin 3 pi3HMMXM TUMamMu ycnagkyBaHHS,
BnuaHiokiBcbkoro — 9, 3miiBcbkoro — 17, I3toMmcbkoro —
12. 3adpikcoBaHi y OocnimkeHux panioHax 3axBOpHo-
BaHHS € TUNOBUMW ANs YCiX perioHiB YkpaiHu Ta eBpo-
NencbknX KpaiH B Linomy.

MowwnpeHicTb MoOHOreHHoi natornorii y banaknin-
cbkoMy panoHi cknana 0,38%, y bnusHiokiBCbkomy —
0,39%, y 3miiBcbkomy — 0,30%, y I3tOMCbKOMY —
0,27%. Y cepefHbOMY NO CBITi Lie NOKa3HWK OLiHI0-
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eTbes Big 0,55 0o 5,32%, toai ak y CxigHin €sponi, 3a
HasBHUMW MNiTepaTypHUMU OaHUMWU, BiH CTaHOBUTb
0,26% [1, 43]. BapitoBaHHs1 NOKa3HWUKIB MOLUMPEHOCTI
MOHOTMEHHOI NaTonorii cepen HaCeneHHs JOCHIAKEHNX
pavioHiB, iMOBIpHO, 3yMOBfeHe nepebirom Hu3ku 3a-
XBOPOBaHb Y CTepTin cybkniHiYHin dopmi, HegocTaT-
HbOI0 4aCTOTOK 3BEPHEHb MaLieHTIB, OOMEXEHICTo
MOXINNBOCTEN YCTAaHOB OXOPOHW 300pPOB’S y BCTAHOB-
JIeHHi giarHosis TOLLO.

HavnowmpeHiwunmMm MOHOreHHMMM  NaTonoriaMm
BUSIBUIIMCS HEMpOCEHCOpHa BTpaTta cryxy ABoOiYHa,
rinogisapHnin HaHi3M, iIXTiIO3 3BMYANHUI Ta BPOLKEHUI
rinotupeos (Tabn.), NpoTe nuvLie nepi Tpu 3 HUX 3y-
CcTpivanucs y BCiX YOTUPbLOX panoHax.

Y XapkiBCbkuin 06nacTi NOLUMPEHICTb HEWpPOCEH-
COpHOI BTpaTtu cnyxy BapitoBana Big 1:1189 y I3omcb-
KoMy panoHi go 1:797 y 3miiBcbkomy (Tabn.), cepen-
HE 3Ha4YeHHs MO YOTUPLOX panoHax CTaHOBWIIO
1:1331, wo cniBcTaBHO 3 Takum y KpacHorpagcbkomy
pavioHi XapkiBcbkoi obnacti — 1:1295 (p > 0,05), no
XapkiBcbkii obnacti B uinomy — 1:645 (p > 0,05), a
TakoX NO €BPOMENCbKUX KpaiHax, 3okpema, ®PH —
1:833 [13, 16, 44]. Lle nigTBepmxyeTbCcs 1 pesynbTa-
Tamn MegmKo-reHeTUYHUX AOCHiAXeHb cepel HOBOHa-
poaxeHux y [JHinponeTpoBCbKiv Ta 3anopisbkin obna-
CTAX, 3M4HO 3 SKUMW MOLUMPEHICTb TiflbKW roMO3UroT
332 XapaKTepHOK AN CXigHOro perioHy MyTaliero
35delG reHy GJB2 noBuHHa cknagatu 1:1923 [42].

MowwmpeHicTb rinogizapHoro HaHismy y banaknin-
CbKOMY panoHi gopisHioe 1:13636, y BnunsHioKiBCbKO-
My — 1:1812, y 3miiBcbkomy — 1:2989, y I3toMmCbKOMY —
1:3567, cepegHe 3HaA4YE€HHA MO OOCHIMKEHUX panoHax
ctaHoBuno 1:3629 (tabn.). Y KpacHorpagcbkomy pa-
MNOHI Lier nokasHWK BU3HadeHun sik 1:7767, a cepepn-
HbOCBITOBUI OUiHOETHCA Y 1:3000-1:10000 [16, 19].

IHWKM 3aranbHMM CNagKOBMM  3aXBOPHOBAHHAM
ByB ixTio3 3BMuaiiHNit. Moro nowmpeHicTs y banakniii-
CbKOMY parioHi cknagana 1:4568, y Brn3HioKiBCbKO-
My — 1:2403, y 3miiBcbkomy — 1:11999, y |3tomCbKO-
My — 1:6763 [14], cepedHE 3HAYEHHHA NO YOTMPBLOX
panoHax — 1:5740. Y binopyci uen nokasHwk gopis-
Hioe 1:15500, y PoctoBcbkin obnacti Pocincbkoi ®e-
Aepauii — 1:22067, a y bocHii n lepueroBuHi —
1:129870, B AHrnii — 1:80-1:250 [1, 7, 26, 40].

BpomxeHui rinotupeos 6yB BCTaHOBMEHWUW Y na-
LEHTIB Y TPbOX 3 YOTUPLOX PamoHIB, NPW LIbOMY MOro
nowwmpeHictb cknagana 1:3409 y banaknincbkomy
pavioHi, 1:1812 — y bnusHiokiBcbkoMy, 1:3567 — y
IstomcbkoMy (Tabn.). Y KpacHorpagcbkomy pavioHi
XapkiBcbkoi obnacti y 2008 poui BoHa cTaHoBMNa
1:2483, a y 2015 poui — 1:3884 [16]. OgepxaHe y Ha-
LIOMY AOCHI[AXEHHI 3HAYEHHsI MOKasHMKa ChiBCTaBHE
N 3 TakMMu O PisHUX perioHiB YKpaiHwu, 3okpema,
y 3axigHomy perioHi BiH konusaeTbcs Big 1:16095
y 3akapnartcbkin obnacti go 1:3907 y YepHiBeubkiin
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Tabnuus — NowmpeHicTb OCHOBHNX MOHOTEHHMX 3aXBOPIOBaHb AiTew Ta nigniTkis MNiBaeHHoro Cxofdy XapkiBCbKOT

obnacri
PanoH e Lo
MaTonoris OMIM — BPONEMChK] Jlitepatypa
Banaknin- | BnusHio- Swiischuii | I3omcokur nonynauji
CbKui KiBCbKMI
CHny"'X%“e”COp“a BTpaTa 220290 | 1:974 1:906 1:797 1:1189 1:833 [44]
; . . . 173100, i i . . 1:3000-
lnodpizapHMi HaHi3m 262400* 1:13636 1:1812 1:2989 1:3567 1:10000 [19]
Lo 218700, . i . 1:1660—
BpogykeHui rinotmpeos 274900 1:3409 1:1812 - 1:3567 1:2828 [28]
MykoBicungos 219700 1:13636 - 1:11957 1:10701 1:2500 [10]
Lleniakis 212750 | 1:13636 1:3623 - 1:5351 1:100 [25]
. , .| 253300, . . 1:6000—
CniHanbHa M’s30Ba aTpodis 313200* 1:3409 1:5979 - 119608 [18]
M'si308a AMCTPOCIs 310200 | 1:6991* 1:6194* - 1:3500 [20]
OioweHna
y . . . . 1:2000—-
Helipodpibpomaros, | Tun 162200 - 1:3623 1:11957 1:3567 1-6000 [41]
BpoaxeHa katapakTa 115665; 1:6818 1:3623 1:11957 - 1:7874 [38]
612968
231300, . . . 1:5000-
BpoaoxeHa rnaykoma 600975 1:13636 1:3623 1:11957 - 1:22000 [35]
Femodpinisa A 306700 - 1:6194* 1:2731* 1:10000 [19]

Mpumimeka: * — Homep 3a OMIM He yTOYHEHWIN Yepe3 reTEPOreHHICTb 3aXBOPIOBAHHS; ** — MOKa3HUK PO3paxoByBaBCst

nuule Ha ocib Yyonos.iyoi cTarTi.

(p > 0,05), B LiNnOoMy cepel, HaCeNeHHs iHLWKX KpaiH —
1:1660-1:2828, xo4ya HavBULWMM Yy CBITi BiH € cepepq
rpekis-kinpioTie — 1:800 [28, 29, 33].

MowwmpeHicTb MyKoBicUMA03y Byna cniBcTaBHOW B
TpbOX pavioHax obnacti — 1:13636-1:10701 (Tabn.),
ToOi 9K y 3axigHOMY perioHi YKpaiHW Len NOoKasHMK
OMiKyeTbCsa Ha piBHi 1:3364, a y cycigHix 3 YkpaiHowo
eBponencbknx kpaiHax — 1:2500 [10, 24]. BigmiHHOCTI
Yy 3Ha4eHHAX MOLUMPEHOCTI LbOro 3axXBOPHOBaHHS 3y-
MOBMEHi He nuwe OocoBNMBOCTAMM  FEeHeTUKO-
aemorpadiyHMx NpoueciB y TOMY YM iHLIOMY perioHi
KpaiHu, a 1 HEMOBHOK NeHeTPaHTHICTIO Ta Bapiabenb-
HO EKCMPECUBHICTIO MyTaUiin reHy TpaHCcMeMBpaHHO-
ro perynatopHoro 6inka mykoBicuungosy TPBM
(CFTR), Tvm Oinblue wWo B nauieHTiB B YkpaiHi BUSB-
neHo 23 noro aneni Ta 39 pi3HWX reHOTUNIB 3 NoHazg
1800 Bigomux MyTauin Lporo rexHa [24, 37].

MowunpeHicTb cniHanbHOI M’A30BOI  amioTpodil
popisHioe 1:3409 y banaknincekomy Ta 1:5979 y 3mi-
iBCbKOMY pavioHax (Tabn.), wo B uinomy Bignosigae
BCTAHOBIEHIN ONsl €BPOMNENCbKUX kpaiH — 1:6024—
1:19608 [18].

Henpogibpomatos | Tuny € xapaktepHum ans
TPbOX PanoHiB, NPV LbOMY MOro NOLUMPEHICTb Y bnus-
HIOKIBCbKOMY panoHi ctaHoBUTb 1:3623, y 3miiBCbKO-
My — 1:11957, y Istomcbkomy — 1:3567 (Tabn.). Y eB-
pPONENCbKNX KpaiHax LeW MOKa3HWK KONMUBAETbCS Bif
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1:2000 po1:6000, a y PoctoBcbkinn obnacti Pociicekoi
depepauii Bu3HayeHnn sk 1:8024 [1, 41].

[MowmrpeHiCTb BPOMKEHOI KaTapakTu y BUBYEHMUX
panoHax Bapitoe Big 1:11957 y 3miiBcbkomy ao 1:3623
y BrimsHiokiBcbkoMy (Tabn.), B uinomy no YkpaiHi uen
nokasHuk ctaHoBuTb 1:16892, a y €Bponi BiH cknagae
1:7874, 3okpema, y Benukin BputaHii — 1:4348, a y
®paHuii — 1:3663 [27, 38].

Cepepn OUTAYOro HaceneHHst ABOX panoHiB — 3Mii-
BCbKOIO Ta I3loMCbKOro — € 3 nauieHTn 3 remodinieto
A, TOX NOLUMPEHICTb LbOro 3aXBOPHOBaHHSA Y LMX pa-
noHax Oyna Bu3HadeHa sk 1:6194 ta 1:2731 4vonosi-
4yoro HaceneHHs BignoeigHoO (Tabn.), npu LbOMY MO
YKpaiHn uen nokasHuk ctaHoBuTb 1:6858, y Binopy-
ci — 1:7752, y Pocii — 1:4386, y €Bponi BoHa cknagae
Big 1:2591 y Icnangii go 1:18182 y bocHii Ta Nepuero-
BMHI, @ CEepeaHbOCBITOBMIA MOKA3HUK OLIHIOETLCA $IK
1:10000 [8, 19, 39].

Y KOXHOMY panoHi XapkiBcbkoi obnacti 6yno su-
SIBMEHO MOHOTeHHi nartonorii, aki He Byno 3adikcoBa-
HO Yy iHWKX paroHax. Tak, y banaknincbkoMy pamnoHi
Ha obniky nepebyBarTb MauieHTN 3i cnagkoBMMM MO-
pYLIEHHAMU OOMiHY PEYOBMH, OYel, TPaBHOI cucTeMu
Ta iHWWUMKW NaTonorisgMu.

[o nopyweHb 06MiHY pevyoBMH Hanexanu deHin-
KeToHypis Ta Mmykononicaxapugo3 (tun IlIA). MNown-
peHiCTb eHINKeToHypii cepen aiten Ta nigniTkis
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Banaknincekoro pavioHy Bu3dHauyeHa sk 1:3409. [lo
YkpaiHi uen nokasHuk ouiHieTbesa y 1:4500-1:10000,
a HamBuwmMMm Yy cBiTi BiH € y Typuii Ta IpnaHagii —
1:2600 Ta 1:4500 BignosigHo [19].

Mykononicaxapngos (tvn IIA) HanexuTb go niso-
COMHUX XBOPOO HaKoMMYeHHSA. BiH cnpuumMHeHun my-
TauigsMn reHy cynbdamigasu, BHacnigok 4oro y niso-
COMax HaKOMUUyeTbCH OAWH TWN [IHOKO3aMiHOriKa-
HiB — renapaHcynbdart [11]. Y banakniicbkomy panio-
Hi MOWMpPEHICTb MyKomMornicaxapugosdy CraHoBuna
1:13636. B uinomy no YkpaiHi uei nokasHuK OLjiHo-
eTbca sk 1:312500, y Yecbkin Pecnybniui — 1:212766,
y Higepnangax — 1:86207 [31].

Y BnusHIoKIBCbKOMY panoHi Takox 3adikcoBaHo
nauieHTiB 3 xBopoboto [exepiHa-Cotta — 1:3623,
xBopo6oto KywimnHra — 1:3623.

Y 3MiiBCbKOMY paioHi € NauieHT 3 NOPYLUEHHAMMN
06MiHy pe4voBuMH — xBopoboto KoHoBanosa-BinbcoHa
(1:11957), naTonoriaMn CMOMYYHOI TKAHWHW — eK30C-
TO3HOI XxoHApoaucnnasieto (1:11957) ta cuHapomMoMm
Enepca-AaHnoca (1:11957), HepBOBO-M'A30BO0 NaTO-
norieto — napokcuamarnbHo mionnerieto (1:5979) To-
wo [15].

[ns 13loMCbKOro panoHy BUSIBUNNCSA XapaKTepHU-
MW Taki 3axBoploBaHHA HAk xBopoba [ipwnpyHra
(1:5351), nepBUWHHWIA BpOMKEeHWN  iMyHogediunT
(1:5462), BpogkeHa annasis 30pOBOro aHanisatopa
(1:10701), cungpom TypeTTa (1:10701) Towo.

BusasneHi BigMiHHOCTI po3nofiny MOHOreHHoi na-
TOMNOrii cepeq AUTSYOro HacerneHHs OOCMIIKEHNX pa-
MoHiB NoTpebyloTb NMOAAanbLUOr0 BUBYEHHS, 3 ypaxy-
BaHHAM reHeTuKo-gemorpadivyHnX nokasHukie, ki, 3a
nitepatypHumMu JaHUMW, MakTb CYTTEBMW BMMMB Ha
opmyBaHHA reHoOHOY HacereHHsa Y pi3HUX perio-
Hax [6, 34].

Tarap xpomocoMHoi naTtonorii ctaHoBuTb 0,09% y
Banaknincekomy pavioHi, 0,08% y BnusHiokiBCbkoMy,
0,07% y 3miiBcbkomy, 0,09% y Istomcbkomy. Busisne-
HO 3 HO30MOri4YHi POPMU XPOMOCOMHOI NaTOMOrii: CUH-
apomun fayHa, KnanHdpenbtepa Ta Lepewescbkoro-

BionoriyHi Hayku

TepHepa. Mpu ubomy yci Tpy dopmun Byno 3adpikcoa-
HO nuwe y banakniicbkoMy parnoHi, ToAi AK Y iHWnX —
nvwe cvHgpom [layHa.

Mowwupenicte cuHgpomy NayHa y Banakninceko-
My pavioHi ctaHoBuna 1:1364, y bnusHiokiBCbkoMy —
1:1208, y 3miiBcbkomy — 1:1495, y I3toMCbKOMY —
1:1070, ToaOi 9K CepenHbOEBPOMENCHKUMN MOKa3HUK
oujiHEeTbCA Ak 1:893 [22].

CvHgpom KnanHdeneTepa y banaknincekomy
pawvioHi 6yB BU3HadeHun B 1 xnon4dmka Ha 6991, Toai sk
y OaHii nowmpeHicTb uiei natonorii carae 1:658 cepeq
HOBOHApPOMXKEHUX Xronyukie, a y Asctpanii — 1:448
[17]. CuHgpom LepeleBcbkoro-TepHepa mMaB MoLuu-
peHicTb 1:6645 piByatok. B uinomy no Ykpaini uen
NnokasHuk ctaHoButb 1:1290 piByaTtok, y HimeyuuHi —
1:2300, y OaHii — 1:2500 HoBoHapogkeHux [36, 45].

CniBcTaBHi abo HWXYi 3a €BPOMENChbKi MOKa3HWKN
OBTSHKEHOCTi HaceneHHs XPOMOCOMHOIO MaToslorieto
MOXyTb ByTW 3yMOBREHi BUCOKOK e(EeKTUBHICTIO Mpo-
inakTUYHUX 3axofiB y panoHax, B TOMy yucni pearni-
3aLi€t0 CKPMHIHIOBMUX Nporpam Ta paHHbOI AiarHOCTUKM
LMX 3aXBOPIOBaHb, @ TAKOX MNiABULLIEHHAM piBHS 006i3-
HaHOCTI HaceneHHs1 3aBASKN NPOCBITHULbKIN poOOTi.

Taknum YnHOM, TArap reHeTuyHoi natonorii y ba-
naknincekomy panoHi cknae 0,47%, y BrnnaHiokiBCbKO-
My — 0,47%, y 3miiBcbkomy — 0,37%, a y |3tomCbKo-
My — 0,36%.

BucHoBku. [poBeneHe reHeTuKo-enigemionoriy-
He [JOCHiIXEeHHS nokasano CniBCTaBHICTb HO30mMOriy-
HOrO CMEeKTPy Ta MOKA3HMKIB MOLUMPEHOCTI MOHOreH-
HUX | XPOMOCOMHMX 3axBOPIOBaHb Yy YOTMPbLOX pano-
Hax XapkiBcbKoi obnacTi 3 Takumu y cxigHoeBponen-
CbKMX Nonynsayisx.

MepcnekTnBmM noganbwux pocnigkeHb. OTpu-
MaHi gaHi MOXyTb OYTU BUKOPUCTaHI 4N NOKPaLLEHHS
OaraTonnaHoBMx MNOMyNAUINHO-TEHETUYHMX  OOCHia-
XeHb, a TaKOX YOOCKOHaNEeHHs perioHanbHoT NONiTUKA
Yy MeanyHin ranysi. MnaHyeTbCca NOJOBXNTU reHETUKO-
enigemionoriyHi JOCniaKeHHs ONs iHWWX panoHiB Ta
obnacren Ykpainu.
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YOK 616-056.7-053.2-036.22(477.54-25)

MPY3 MOHOMEHHOM N XPOMOCOMHOMW MATONIOrMU OETCKOIrO HACENEHUSA

IOr0-BOCTOKA XAPbKOBCKOW OBJIACTU

®edoma A. M., CadosHuuyeHko 10. A., PydeHko M. A., lMonukoea J1. B.,

Jlbicak M. I1., 3unoeskee []. U., Benoded J1. M., Qynuy J1. A., ®edoma H. M.

Pe3tome. V3yyeHne pacnpocTpaHEHHOCTM reHeTUYeCKUX NaTonorni B oTAerNbHbIX PerMoHax sABNseTca Bax-
HbIM 3TarnoM B UCCNEAOBaHMSAX reHEeTUKN YeroBeKa, YTO MOXET MOBbICUTb FreHeTU4ecKyo 6e3onacHOCTb Hace-
NEeHNs 1 rocyaapCTBEHHYIO MONUTUKY B MEOULIMHCKOM CEKTOPE B LIESIOM.

Llenbio ncecnegoeaHnsa ctano M3yvYeHWe reHeTUKO-3nUaeMUOoNIOrMYecknx XapakTepucTuk A4eTcKoro Hacere-
HUsA YeTblpex parioHoB FOro-Boctoka XapbkoBckon obnacTtu - banaknevickoro, BnnsHiokoBckoro, 3MMeBCKOro u
Mstomckoro.

MpeacTtaBneHbl pesynbTaTbl UCCNEAOBaHWUSA rpy3a reHeTUYeckow naTonornm B 4eTbipex pamnoHax HOoro-
Boctoka XapbkoBckon o6nactn. Obas OTAroWeHHOCTb AETCKOTO HAceneHus 3TUX pakoHOB MOHOTEHHbLIMU U
XPOMOCOMHbIMK 3aboneBaHusamn B banaknenckom panoHe coctasuna 0,47%, B BnusHiokoBckom — 0,47%, B
3munesckom — 0,37%, a B M3tomckom — 0,36%. BbisiBrieHo 36 Ho3omorm4yeckmx hopmM MOHOIMeHHbIX NaTonorui ¢
pasnMyHbIMX TUNaMWM HacregoBaHua U 3 XPOMOCOMHbIX. Cpean MOHOreHHbIX 3aboneBaHun BO BCEX panioHax
3aperncTpypoBaHbl HEMPOCEHCOPHAas TYroyxoCTb ABYCTOPOHHAsS (1: 1331), rmnodmsapHbii HaHn3m (1:3629) u
NXTNO3 0BbIKHOBEHHBIN (1:3629), a cpean XpOMOCOMHbIX — cuHapoM JayHa (1:1331). ConocTaBUMbIE MU HUXE
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€BpOMNEeNCKNX MoKasaTenu OTArOLEHHOCTU HaceneHnss XPOMOCOMHOW naTofniornen MoryT ObiTb 0ByCrnoBreHbl
BbICOKON 3(p(peKTUBHOCTBIO NPOUNAKTUYECKMX MEPOMNPUATUI B paioHax, B TOM Yucrie peanvsaunen CKpUHUH-
roBbIX NPOrpamMm M paHHen AMarHOCTMKM 3TMX 3aboneBaHuii, a Takke NOoBbILLEHWEM YPOBHS OCBEOOMIEHHOCTM
HaceneHusi bnarogapsi NPOCBETUTENLCKON paboTe.

MNpoBefeHHOe reHeTUKo-aNUAeMNoNornyeckoe uccnefoBaHe nokasano conocTaBMMOCTb HO30MOMMYECKo-
ro cnekTpa u nokasaTenen pacnpoCcTPaHEHHOCTU MOHOTEHHbIX U XPOMOCOMHbIX 3aboneBaHuin B YeTblpex pan-
OHax XapbKOBCKOW 0bracTv C TakOBbIMM B BOCTOYHOEBPOMENCKux nonynsaumsax. MNonyyeHHble gaHHble MOryT
ObITb MCNOMb30BaHbl AN YMyYllEeHUs MHOroMNMaHoBbIX MOMYMSLUMOHHO-TEHETUYECKMX UCCredoBaHui, a Takxke
COBEpLUEHCTBOBAHNE PernoHanbHOM NOMUTUKN B MEOULIMHCKOW OTpacnu.

KnioueBble cnoBa: reHeTMyeckasl NaTornorusl, pacnpocTpaHeHHOCTb, MOHOTEHHbIe 3ab0neBaHunsi, XpoMo-
COMHbIe HapyLeHus, XapbkoBckasi obnacTb.

UDC 616-056.7-053.2-036.22(477.54-25)

Genetic Burden of Single-gene and Chromosomal Pathology

in Pediatric Population of the South-East of Kharkiv Region

Fedota O. M., Sadovnychenko Y. O., Rudenko M. O., Polikova L. V.,

Lysak M. P., Zinoviev D. I, Bilodid L. M., Dulych L. A., Fedota N. M.

Abstract. The genetic disorders burden varies widely among different countries and ethnic groups. There-
fore, the study of prevalence of certain pathologies in selected regions is an important stage in human genetics
research, which may increase genetic safety of the population and state policy in the medical sector in general.

The purpose of the study was to assess genetic and epidemiological characteristics of the pediatric popula-
tion of four districts of south-east of the Kharkiv region: Balakliia, Blyzniuky, Zmiiv and Izium.

Material and methods. Total number of children aged 0-17 was 13636 in Balakliia district, 3623 children
were in Blyzniuky district, 11957 children were in Zmiiv district and 10701 children were in Izium district. The
medical information on 561 patients of target groups was analyzed in medical institutions of all four districts and
the city of Kharkiv. The only single-gene and chromosome disorders were analyzed during the medical genetic
survey. The genetic disorders prevalence was calculated as the ratio of the patients with certain inherited dis-
ease to the total number of population studied. The prevalence of X-linked diseases was calculated per male
individuals.

Results and discussion. The burden of genetic disorders in pediatric population was 0.47% in Balakliia dis-
trict, 0.47% in Blyzniuky district, 0.37% in Zmiiv district, and 0.36% in Izium district. The spectrum and preva-
lence of single-gene diseases were determined. The prevalence of single-gene disorders in the districts was
0.38%, 0.39%, 0.30%, and 0.27%, respectively. There were 22 nosological forms of monogenic disorders with
different types of inheritance in pediatric population of Balakliia district, 9 forms were in Blyzniuky district,
17 forms were in Zmiiv district, and 12 forms were in Izium district. The most frequent genetic diseases were
sensorineural hearing loss (1:1331), hypopituitarism (1:3629), and ichthyosis vulgaris (1:3629). The burden of
chromosomal disorders in pediatric population was 0.09% in Balakliia district, 0.08% was in Blyzniuky district,
0.07% was in Zmiiv district, and 0.09% was in Izium district. There were 3 nosological forms of chromosomal
disorders in the population studied, but only Down syndrome was a common disease for all four districts
(1:1331).

Conclusions. The obtained results showed that the characteristics of genetic pathology in the South-east of
the Kharkiv region were comparable to those in most of the Eastern European population both in their spectrum
and prevalence.

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