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CIEKTP TA IOIMUPEHICTh TEHETUYHOI MATOJIOI'TI CEPEJI IITEN TA
HIJIJIITKIB IIBHIYHUX PAMOHIB XAPKIBCHKOI OBJIACTI
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Pestome: Cnexmp ma nowupeHicms 2eHemuyHoi namoaoeii ceped HaceneHHsi NeGHO20 Pe2iony BUSHAUAIOBCS
eqhekmom 3aCHOBHUKA MA MIKPOEBOMOYIIHUMU (akmopamu i momy He 3a8xcou 3iCMaeHi y pi3HUX KpPAiHAX.
Jocnioocents yux noKA3HUKIG € GANCTUBUM HANPAMOM CYYACHOT 2eHemuKy JHIOOUHU, TOMY Memoto pobomu Oy10
BUBYUEHHS 2C€HEUKO-eNIOeMIONI02IUHUX XAPAKMEPUCMUK OUMSAY020 HACENeHH 080X NIGHIYHUX pPAllOHIG
Xapxiscwbkoi obracmi — bozooyxiecokoeo ma Bosuancwroeo.

Kinokicme nacenenus bozooyxiscvkoeo pationy y eiyi 0—17 poxie na 01.01.2016 p. cknara 6896 oci6, a
Bosuancvroco — 7891 ocoba. Meduuny ingopmayiro npo 307 nayicumie Oyi10 npoaHanizo8aHo 8 MeOUYHUX
3axnadax 0b6ox pationie ma m. Xapkoea. [lpedmemom 0ocnioxcents Oyiu UNAOKU MOHOLEHHUX MA XPOMOCOMHUX
3AX680PIOBAHD.

Tsieap eenemuunoi namonoaii cepeo dimetl ma nionimxie cmanosumsv no 0,30% 6 060x docriddiceHux patlonax.
Howupenicmv monocennux 3axeoprogansv y bocodyxiscvrkomy pationy cxnadac 0,24%, a y Bosuancvrxomy —
0,25%. V euguenux pationax eusasneno 9 ma 12 namonoeii yici epynu 3 pisHUMU MUNAMu yYCnaoKy8aHHs.
8i0n06iOHo. CninbHumu 01 000X palioHié € 084 3AX6OPHBAHHA. BPOONCEHU 2INOMUPE03 Ma HeUpOCeHCOPHA
8MPAMa CAyxy, sIKa € Habiibul NOUUPEHOIO MOHO2EHHOIO X60p00010 8 000X pationax — 1:985 y Boeodyxiecbromy
pationi ma 1:1578 y Bosuancokomy. Xpomocomua namonoeis y eugueHiti ¢ikogiti epyni eusenena y 0,06% ocio y
bocooyxiecvrkomy pationi ma 0,05% y Bosuancvkomy. 3axeoproganns yiei epynu 6 060x pauoHax npeocmasieti
O00HIEI HO3010214HOI0 (hopmoio — cunopomom Hayua. THowupenicmo eenemuynol namonoeii 6 yiiomy no n’smu
paniute docriddcenux patonax Xapkiecvkoi obnacmi xoaueacmocs 6i0 0,36% y Isromcorkomy pavioni 0o 0,47% y
banaxniticoxomy ma Bausnioxiecokomy, monocennoi — 6io 0,27% y I3romcoxomy oo 0,39% y Bausuioxiecokomy, a
xpomocomnoi — 6io 0,07% y 3miiecokomy 0o 0,13% y Kpacnoepadcvromy.

Taxum uunoM, cnekmp ma NOWUPEHICMb MOHO2EHHOI ma XpomMocomuoi namonocii y bocodyxiecekomy ma
Bosuancekomy pationax eionogidaromv makum y IHwux pationax Xapkiecekoi obiacmi ma Oinbuiocmi
€8PONELUCLKUX KPAIH.

KirouoBi cioBa: reHeTHYHA MATOJOTIS, MOIIUPEHICTh, MOHOTEHHI 3aXBOPIOBAaHHS, XPOMOCOMHI MOPYIIEHHS,
XapkiBcbka 06nacth, boromyxiBcbkuiil paiion, BopuaHnchkuii palioH
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Beryn

JlocmiKeHHsT ~ TeHETHYHOI  IaToJIoTii €
BXJIMBUM HANpsIMOM Yy CYYacHI TeHeTHull
JIIOOWHU, OCKUIBKM B  IAIIEHTIB  OUTIYUX
BIIJIIJIEHb JIiIKapeHb BoHA 3yMOBIO€E 10 70%
3axBOpIOBaHOCTI y Kpainax [liBHiuHOT €Bponu Ta
CIIA [16]. IIpore cmekTp 1 TOKa3HUKHU
MOIIUPEHOCTI T€HETUYHOL MaTOJIOT i
BHU3HAUAIOTbCA K €()EeKTOM 3aCHOBHHMKA, TaK 1
MiKpoeBOMOLIHHUMH  (pakTOpamu, a  came
MyTaliiHUMHU 1 MITpaliiiHUMH  TPOIECaMu,
TCHCTUYHOK Ta CTHIYHOK MIAPO3AUICHICTIO
HACEJICHHS, 1 TOMY HE 3aBXJIU 3ICTaBHI y Pi3HUX
perionax [19]. Tak, y Kanaxi nommupeHictb
ciMeiiHOi  rimepxosiecTepuHeMii B LIJIOMY
cranoBuTh 1:500, omHak cepex TpoMaisH Iii€l
KpaiHW JIIBAaHCHKOTO TMOXO/KEHHS BOHa Csrae
1:85, cepen adpoxanamiiimie — 1:72, a cepen
eBpeiB-amkeHasi — 1:67 [24].

I'eneTnko-eniieMioIoriyai IOCIIIJKEHHS
poBeeHOo y OumbmocTi KpaiH 3axigHoi €Bporun
ta [liBHIYHOT AMEpHKH, a IXH1 pe3yIbTaTH 3BE/ICHI
y peecTpu ¥ 3aHeceHl J0 CIeliagi3oBaHuX 0a3
nanux, 30kpema Frequency of Inherited Disorders
Database (FINDBase), Online Metabolic and
Molecular Bases of Inherited Disease (OMMBID).
OpHak BiIOMOCTI IIOJ0 MOMTUPEHOCTI TeHETUYHOT
NaToJIOTi y OUIBIIOCTI MOCTPAJTHCHKHUX JIEPIKaAB Y
Takux 0a3ax Ta peecTpax Maike BIJICYTHI,
MPUYMHOI0 YOro Moxe OyTH HeIOCTaTHICThb
BIIMOBIIHOI 1H(OpMAaITi.

B VYkpaini opsiL 3 TE€HETUKO-
€I IEMIOJIOTTYHUMHA Ta MOMYJISIiHO-
TCHCTHYHUMH  JIOCHI/DKCHHSIMH HaCeJIeHHS Y
3akapnarcbkii Ta XapkiBChKiii obmactsax [4, 7]

OyJl0 BHBYEHO TMOIIUPEHICTh XPOMOCOMHUX,
MeTa0OJIYHHUX, HEPBOBO-M’SI30BUX,
MITOXOHJIpiaJIbHUX XBOPOO, CIIAIKOBUX

3aXBOPIOBaHb E€HJAOKPUHHOI CHUCTEM, CHOJYYHOI
TKaHWHU, TEHO/IEPMATO31B TOIIIO, & TAKOK MYTaIlii
Ta OJHOHYKJICOTHIHHUX MOJIMOP(I3MIB T€HIB, fKi
3YMOBJIFOFOTH PO3BUTOK Matojiorii [2, 3, 5, 6, 8, 10].

VY 3B’A3Ky 3 THM, IO CIEKTP 1 MOLIUPEHICTh
TCHETHYHUX 3aXBOPIOBAHb € OJHHUM 3 KPHUTEPIiB,
AKi € Ba)yJIMBUMH JJIs OMNKHCY TEHETUYHOL
CTPYKTYpPH TIOMYJIAIIi, METOI Hamoi poOoTH
CTAJI0O BHUBYEHHS TI'€HETHKO-EIIIEeMIOIOTTYHUX
XapaKTePUCTHK  JIUTSYOTO  HACEJICHHS  JBOX

MiBHIYHUX paiioHiB XapKiBCbKOi o0iacti —

BOFO,Z[YXiBCBKOFO Ta BoBUaHchKOTO.

Marepiajin Ta MeTOIAU AOCTIZKEHHS

Y boronyxiBcbkoMy paifoHi XapKiBCbKOi
00J1aCTi YHMCEIBHICTD JITeH Ta MIUTITKIB y Bimi 0—
17 pokiB Ha 01.01.2016 p. cknana 6896 40n0BIK, 3
HuUx niBdatok — 3415, xmomuwkiB — 3481, y
BoBuancekomy — 7981, 3825 Ta 4156 BiamnosiaHo.
36ip mepBUHHOTO MaTepiany npoBoauian y 2016—
2019 pp. y I'onoBHOMY ympaBiiHHI CTATUCTUKH Yy
XapkiBebkit  obmacti, K303 «XapkiBchkuit
oOmacHUil  1HGOpMaNiiHO-aHATITHYHUN  LEHTP
MEJIMYHOI CTATHCTUKW» Ta MEAMYHHX YCTaHOBAX
paiioniB obmnacti. [IpoaHaiizoBaHO METUYHI KapTH
307 pitedt Ta MWAMITKIB, sIKi mepeOyBalOTh Ha
JTUCTIAHCEPHOMY OOJIIKy, BHECEHI J0 CIHCKIB
JMiTeH-1HBAIIIB  Ta  peecTpiB  opdaHHHUX
3aXBOpIOBaHb. llpeamerom moCiiKeHHS Oyiu
BUITaJIKU MOHOTEHHOI Ta XPOMOCOMHOI1 MaTOJIOTIi.
Jani 1mogo MoHOreHHoi maroniorii  Oyio
MPOAHaI30BaHO 3 BUKOPUCTAHHSAM 0a3u JaHHX
OMIM. CrarucTuuHMii aHai3 MPOBOAMIA 32
JIOTIOMOTOI0 KPHTEPIIO %,

JlochipkeHHsT TpPOBENEHE  BIAMOBITHO /IO
OCHOBHUX OloeTMYyHUX HOpM ['enbCiHCHKOT
nexiapariii BececBiTHROI MenTM4HOI acoriiariii mpo
e€TUYHI  NPUHIUON  TPOBEJACHHS  HAyKOBO-
MEIMYHUX JOCTIKeHb 13 mompaBkamu (2000, 3
nonpaskamu 2008), YHiBepcanabHOI Aekiiapaii 3
Oioetuku Ta mpaB moauHu (1997), Konsenmii
Panu €Bponu 3 mpaB moauHU Ta 010METUIIMHU

(1997).

Pe3yabTaTH TA iX 00rOBOpEeHH

JloCHmipKeHHsT  MOIIMPEHOCTI  MOHOTE€HHOL
naToJiorii y ABOX paioHax MiBHOYl XapKiBCHKOI
obmacti  mokazamo, mo i  TArap |y
BoronyxiBcbkoMy paifoni cranoButh 0,24%, a y
BoBuancekomy — 0,25%. JlaHuii NOKa3HUK €
CIIBCTaBHUM 3 TaKUMH, OJICPKAHUMU JUISI THIIIHX
paifoniB  XapkiBchkoi  obmacti:  0,38% y
banaximiiicekomy, 0,39% y bausHIOKIBCbKOMY,
0,30% vy 3wiiBcbkomy, 0,27% y I3romcbkomy,
0,28% y  Kpacnorpaacekomy  [7]. 3a
JiTepaTypHUMH JAaHWUMHU, BIH MOXXE KOJHBATHUCS
Bix 0,55 no 5,32% [27].

Y boroayxiBcbKOMy paioHI BHUSBIEHO 9
MOHOTE€HHHMX TAaTOJIOTii 3 pI3HUMH THIIAMHU
ycHaaKyBaHHsA, a y BoBuancekomy — 12. YV iHIIMX
paifoHax ob6nacTi IXHS KUIBKICTh Bapitoe Big 9 y
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bnausHIOKIBCBKOMY — palioHI 10 22 y
banakmiiicbkoMy, 110 3yMOBJICHE B TOMY YHCII U

KUIBKICTIO

aJMiHICTpaTUBHO-TEPUTOPIANBHIN oquHwMII [7].

IUTSAYOTO

HaCCJIICHHA

y

CroinbHUME Ui 000X pailOHIB BUSBUINCS
JIMIIE JIBA 3aXBOPIOBAHHS: HEHPOCEHCOpHA BTpaTa
CIIyXy Ta BpokeHuit rinotupeo3 (Tabmmms 1).

Tabnuys 1. Ho3on02iunuili cnekmp ma nowupeHicms MOHO2EHHUX 3aX680PI08alb ceped dimetl ma
nionimkie bocooyxiecoxoco ma Bosuancvkoeo paiionie Xapxiscvkoi oonacmi

Paiton I
atonoris OMIM BorogyxiBchkuit BosuaHchkuit TTOTTYJISIIII Tt
N MOIIupe- n IOIIHpE- MOIIupe- '
HICTh, 1 Ha HICTh, 1 Ha HICTh, 1 Ha
MykoBicu103 219700 — — 1 1:7891 1:2500 [13]
DeHITKETOHYPis 261600 — - 2 1:3946 1:10000 [18]
Myxormomicaxapuaos . 1:138889—
- 607014 — — 1 1:7891 175188 [5]
Heﬂpocegggga Brpata 220290 7 1:985 5 1:1578 1:833 [28]
I'emodinis B 306900* 2 1:3481 — — 1:30000 [1]
Cri"anapHa M’A30Ba 253300, . 1:6000—
atpodpis 253400%* | - o e 119608 | [0
XBopoba 118200, ] )
[Tapko-Mapi-Tyra 118220** . 1:6896 - - 1:2500 [11]
He3sagepienuti 166200 ) 1:10000—
ocTeoreHes3 166210 1 1:6896 B B 1:2000 [15]
Bpomkenwuii rinotupeos 274900 2 1:3448 2 1:3946 115 5"2686205 [17]
linogizapuuii HaHI3M 2%5723:1%%9(’* - - 3 1:2630 1iggga [1]
Bpomxkena qucdyHKiis ] B B 1:10000-
KOPH HaJJHUPHUKIB 201910 . 1:6896 1:23000 [12]
Makysnoauctpodist _ 3 3 1:8000-
lllraprapza 248200 1 1:6896 1-10000 [21]
Exronepmaibia 225500 | - _ 1| 17801 1:17000 | [23]
JIICTIIA3ist
IxTi03 3BHYalHUI 146700 1 1:6896 — — 1:80-1:250 [14]
Crsnpom Exepea- 225400 | - - 1 1:7891 1:5000 [26]
Hannoca
Amnemis brekdena- 105650, ] )
Jlaiivora 606129%* 1 1:6896 - - 1:142857 [22]

[MpumiTka: * — MOKa3HUK PO3paxOBYBaBCs JIUIIE HA 0ci0 YoIoBivoi craTi; ** — Homep 3a OMIM He yrouHeHn#H
Yyepe3 reTeporeHHICTh 3aXBOPIOBAHHS

Haii0inbm MOIIMPEHOIO MOHOT'€HHOIO
MaToJIOTIEI0 B 000X pailoHaXx € HEeUpOCEHCOpHA
BTpara cinyxy — 1:985 y boroayxiBcbkoMy paiioHi
ta 1:1578 y BoBuancbkomy. Ili moka3Huku €
CHIBCTAaBHUMHU 3 TaKUMH B IHIIMX paioHax
XapkiBcekoi oOmacti: Bim 1:1295 (p>0,05) y
Kpacnorpancekomy mo 1:797  (p>0,05) vy
3miiBcekomy y 2015 p.; Big 1:935 (p>0,05) y
BoronyxiBcekomy n0 1:621 y KpacHorpancskomy
pairioHi, 1:645 mo XapkiBChbKiii 00J1acTi B IIIJIOMY Y
2010 p. IommpeHicTh MHOTO 3aXBOPIOBAHHS HE
BIIPI3HAETBCSA BIJI €BPOMEHCHKOTO IMOKAa3HUKA,

30kpema, y ®PH Bona ctanoButs 1:833 (p>0,05)
[7, 28].

DeHINKEeTOHYpiss € OJHUM 3 HebaraTbox
TEHETUYHUX 3aXBOPIOBaHb, SKI  MIIAAIOTHCA
YCHIIIHOMY JIiKyBaHHIO. [i OCHOBHMM KIIiHiYHHM

NIPOSIBOM € TSDKKE YPaXEHHS LIEHTPAJIbHOI
HEpPBOBOI  CHUCTEMH, W0  CYHIPOBODKYETHCS
pO3yMOBOIO  BifcTalicTio.  DEeHUIKETOHYpIs

HAJICKUTh [0 HAWMOMIMPEHIINX MOHOTEHHHUX
naroJiorii y cBiti — 10 1:2600 Ta 1:4500 y Typii
ta Ipnmanmii Bimnosimuo [1]. YV IliBmenHiii Ta
Cxigniii €Bpomi 1€l TOKa3HUK CKIIAIae Bif
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1:39338 y Cepbii go 1:7325 y PecnyOmiri
MonnoBa, a o Ykpaini omiHroerscst y 1:4500—
1:10000 [1, 18]. Y DBoBuaHcbkOMy paiioHi
MOIIMPEHICTH 1i€i MeTaboIIYHOT XBOPOOH CKIIaAae
1:3946, Tomi sk cepem JiTed Ta MIAIITKIB
banaxumiiicekoro paiiony — 1:3409 [7].

Mykonomicaxapuno3 [ Tuny (cunapomu
I'ypnep, I'ypnep-Llleite Ta lleiie), 1o HaNEKUTH
70 TPYNU JII30COMHUX XBOPOO HAKOMUYEHHS,
CIPUYMHIOE HAKOMIMYEHHS y TKAHWHAX JilepMaTaH-
abo remapaHcyibdaTiB, sSIKE€ COpPSDKEHE 3
Ypa)KEHHSIM HEPBOBOI, KiCTKOBOi, XpSIIOBOi Ta
crony4yHoi TkaHuH. Y Uexii oMH Malli€eHT 3 UM
3axBOpIOBaHHAM mpumagae Ha 138889 ocid, y
[Topryranii —ua 75188, B Ykpaini —Ha 555556 [5].
Y BoByaHCbKOMY paliOHI LEH  IOKa3HUK
Bu3HaueHu# sk 1:7891 (Tabdmn.).

I'emoinist B cipuunHeHa Hectayero (GakTopy
IX 3cimanHs KpoBI Ta  CYHPOBOIKYETHCS
KpPOBOTEUAMH, TEMapTPO3aMH, FTeMaTOMaMH TOIIIO.
CBiTOBUI MOKAa3HUK ii MOIIMPEHOCTI BKAa3yeThCS
sk 1:30000 9o10BI9OTO HACEJICHHS, HATPHUKIIA, Y
binopyci BiH ouiHtoeTses sk 1:40000, B Ykpaini —
1:49590 [1], y boromyxiBcbkoMy pailoH1 BiH
ckiagae 1:3481.

XBopoba [lapko-Mapi-Tyra sBase coOoro
T€HETHUYHO I'eTePOreHHY CMaKOBY MOTOCEHCOPHY
HEHpONaTii0 3 XPOHIYHUM  MPOTrPECYOUUM
nepebirom. [i mommpenicTh y eBpomeHchKHX
kpainax Bapiroe Big 1:10309 y Cep6ii no 1:1215 y
Hopgerii [11]. ¥ BboroayxiBcbkoMy paiioHi el
MOKA3HUK CTAHOBUTE 1:6896, 1110 € CIiBCTaBHUM 3
CEPENHBOEBPOIIEUCHKUM.

Makynonuctpodis Illraprapna € dopmoro
FOBEHIIBHOT nereHepaiii CITKIBKH, sAKa
CIPUYMHIOE TIPOTPECYIOYE IMOTIPIICHHS 30py 10
noBHoi ciinotu. Y CHIA na 8000-10000 oci6
HaJIuyeTbcs OJIMH XBOpUM, mpoTe y Benukii
bpuranii 1ei NOKa3HUK, IMOBIPHO, € HIKYUM
[21]. Tox, pnmani, ojepXaHi IJIs JUTSYOTO
HaceneHHa borojgyxiBcbkoro paiiony — 1:6896 —
I[IJTKOM BiAMOBIAIOTh CBITOBUM.

Anemis Jleiimonna-brnekdena HaIeXHTh 10
PIAKICHUX XBOPOO YE€pPBOHOTO KiCTKOBOTO MO3KY,
sIKa CYIIPOBOJIKYETHCS TIOPYIIEHHSIM (hOpMyBaHHS
ePUTPOLUTIB. [i MOMMPEHICTh Y CBITi OIiHIOETHCA
y  1:142857  HoBoHapomxenux [22]. VY
BoronyxiBcbkoMmy paiioHi BoHa ckiagae 1:6896
(Tabm.).

BigMiHHOCTI y MOIIMPEHOCTI MOHOTEHHHUX
HATOJIOT1H Ta KUIBKOCTI TXHIX HO30JI0T1H 3HaYHOIO

MIpOI0 MOXYTh OyTH 3yMOBJICHI KJIIHIYHUM
oJIiMOP(13MOM Ta TEHETUYHOI TeTEPOTCHHICTIO
OLTBIIOCTI 3 HUX. XapaKTepHa JIJIsi €EBPOIICOi/IiB B
niioMy, W JAnsd yKpaiHLiB 30KpeMa, Ma)kKOpHa
myTantiss R408W rena ¢eninanmaHiHTiIpOKCHIa3N
PAH Bukiukae y TOMO3HIOTI  PO3BHUTOK
(heHITKeTOHYpIl Yepe3 MOBHY BTPATy aKTUBHOCTI
depmenty, Toai sk moHax 1000 iHmMX MyTarii
LbOTO T€Ha 3HIKYIOTh AaKTUBHICTH (DEPMEHTY
pi3HOIO MipOI0, BHACHIIOK YOTO PO3BUBAETHCSA
rinepdeHianaHiHeMis [9]. Kpim TOTO,
0c00IMBOCTI TEHETHYHOTO naaamadrTy
BHU3HAYAIOTHCA TeHETUKO-JeMorpadiuHuMu
nporecamu, epeKToOM 3aCHOBHUKA, IHOPHIUHTOM
TOIIO, @ TakKOoX MIAXOAaMH [0 A1arHOCTHKH,
TQepeHIiifHo] JiarHOCTUKH, MPO(ITaKTHYHIMHA
3aX0/l1aMH y PI3HUX perioHax.

B x0xHOMY 3 JOCHIJKEHUX PaiOHIB MPOXKHUBAE
10 4YOTHPH TAIll€EHTH 3 pi3HUMHU (popMaMu
cuapomy JlayHa, TOX TATap XPOMOCOMHOI
natosorii cranoButs 0,06% y boronyxiBcbkomy
paiioni Ta 0,05% y BoBuaHCEKOMY, 1110 BiJIITOBITA€E
TaKOMy Yy PpeITi JOCHi[DKEHUX  paiioHiB
XapkiBcbkoi obmacti: Bix 0,07% y 3miiBcbkomy
10 0,13% y Kpacnorpancekomy. [Ipu npomy nuie
y IBOX paiioHax 0yio 3aikCOBaHO 1HII HO30JIOT1i
XPOMOCOMHUX XBOpPOO: CHHJIPOMHU
Knaitngpensrepa ta Illepemescroro-TepHepa y

banakuniiicekomy, cunapom Ilpagepa-Bimm y
Kpacnorpancekomy [7].
[ommpeHicTb CHUHIpOMY HayHa y

BoronyxiBcbkoMy paiioHi ckinagae 1:1724, a y
BoBuancekomy — 1:1973, mo € cmiBcTaBHUM 3
TaKUM Yy II'ITU paHille AOCIIKEHUX paioHax
XapkiBcbkoi obnacti — Big 1:1495 y 3miiBcbkomy
no 1:863 'y KpacHorpancekoMy, Toal SIK
CepeIHbOEBPOIIEHCHKUI MOKA3HUK OI[IHIOETHCS SIK
1:893 [7, 25].

[lopiBHSHO HU3BKMH pIBEHb IOIIUPEHOCTI
XPOMOCOMHO] MaToJOTii y AOCTIHKEHUX paioHax
MOKe OyTH SK pe3yJbTaTOM MOKpAIIEHHS SKOCTI

MEJIMKO-TEHETUYHOTO KOHCYJIbTYBaHHS
HaCeJCHHS, 30KpeMa BIPOBAKCHHS
CKPUHIHTOBUX  TMporpaM Ta  IIiIBHIIEHHSIM
e(eKTUBHOCTI  PaHHBOI  JIATHOCTUKH  IHUX

3aXBOPIOBaHb, TaK 1 BIKOBUMH OCOOJIMBOCTSIMHU
HACEJICHHS, SIKE BCTYIIA€ JI0 NUTI00Y.
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CHEKTP U PACIPOCTPAHEHHOCTb FEHETHHECKOﬁ INATOJIOI'nY CPEIN
JAETEU U TIOAPOCTKOB CEBEPHbBIX PAUOHOB XAPBKOBCKOMH OBJIACTH

®@edoma O. M., Cadosnuuenxo IO. O., I puwenko M. 1., Tuwenro K. B., I puwenro A. A.
IMoura ms nepenucku: sadovnychenko@gmail.com

Peztome: Cnexmp u pacnpocmpaneHHOCMb 2eHeMU4ecKol NAmoiocuy Cpeou HACEeNeHUs. KOHKPEMHO20 Pe2UuoHa
onpedenaomcs dQPoekmom ocHosamens U MUKPOISOTIOYUOHHVIMU (DAKmMopamu U NodIMmomy He 6ce2od
conocmasuMvl 8 pasuvlx cmpawnax. Hccinedosanue smux noxazameneti AGIAEMC GANCHbIM HANpAGieHUeM
COBPEMEHHOU 2eHEeMUKU YeN08eKd, NOIMOMY Yelbio pabomvl ObLIO U3VHeHUe 2eHeMUKO-INUOEeMUOL0UYECKUX
Xapaxmepucmux 0emcKo20 HAceleHus 08YX CeBepHbIX patlonog Xapvkogckoii obnacmu — Bozoodyxosckozo u
Bonuancroeo.

Hacenenue boeodyxosckoeo pationa 6 eospacme 0-17 nem ua 01.01.2016 2. cocmasuio 6896 uenosex, a
Bonuanckoeco — 7891 uenosex. Meouyunckas ungopmayus o 307 nayuenmax Oblia NPOAHATUUPOBAHA 6
MEOUYUHCKUX YupedcOeHusx oboux paiionos u e. Xapvkoga. I[lpeOomemom uccredosanus Oviiu cayuau
MOHO2EHHBIX U XPOMOCOMHBIX 3a00Ne8aHULL.

I'pys eenemuueckoii namonocuu cpedu demetl u noopocmros cocmasisiem no 0,30% 6 oboux ucciedosanHvix
pationax. Pacnpocmpanennocmo monocennvix sabonesanuii 8 bocooyxoscxomy paiione cocmasisiem 0,24%, a 6
Bonuanckom — 0,25%. B usyyennvix paiionax oonapydceno 9 u 12 namonozuti 3mou epynnwi ¢ pasiudHbIMU
munamu Hacieooganus coomeemcmeenno. Odwumu 011 000UX pPAUOHO8 AGIAIOMCA 084 3A0071€6AHU:
BDONCOEHHbILL  SUNOMUPEO3 U  HEUPOCEHCOPHAs  My20YX0Cmb, KOMOpAs  OMHOCUMCA K  Haubojee
PACRPOCMPAHEHHBIM MOHO2EHHbIM 0oae3HAM 8 0boux pauionax — 1:985 ¢ bozodyxosckom paiione u 1:1578 6
Bonuanckom. Xpomocomuaa namonozus 6 usyuenuou gospacmuoil epynne guvisignena y 0,06% nacenenus 6
bozooyxoeckom paiione u 0,05% ¢ Bonuanckom. 3abonesanust 5mou epynnvl 8 000UX patloHax nPeocmasieHbl
00HOU HO30102UYecKOll (hopmotl — cundopomom Hayna. Pacnpocmpanennocms 2enemuyeckol namoaocull 8 yeaom
no nAmu panee uccied08anHvimM pationam Xapwvrosckoti oonacmu xonebnemes om 0,36% ¢ Hztomckom patione 0o
0,47% e banaxneiickom u Bausuiokosckom, monocennvix — om 0,27% 6 H3ztomckom 0o 0,39% 6 Brusniokoeckom,
a xpomocomnotl — om 0,07% & 3muesckom 0o 0,13% 6 Kpacnoepaockom.

Taxum obpazom, cnekmp u pacnpoCmMpaHerHOCHb MOHOLEHHOU U XPOMOCOMHOU namono2uu 8 bo2odyxoeckom u
Bonuanckom paiionax coomeemcmeyom maxoguviM 6 Opyaux pationax Xapbkoeckou obiacmu u 601buuHCmse
€BPONeNCKUX CMPAH.

KitroueBble ci10Ba: reHeTHYECKas IATOJOTHS, PACHPOCTPAaHEHHOCTh, MOHOTEHHBIE 3a00JI€BaHNUs, XPOMOCOMHBIE
HapyleHus, XapbKoBcKkas 0bnacts, borogyxosckuii paiion, Bomuanckuii paiton
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THE SPECTRUM AND PREVALENCE OF GENETIC PATHOLOGY AMONG CHILDREN
AND ADOLESCENTS OF THE NORTHERN DISTRICTS OF KHARKIV REGION

Olena Fedota, lurii Sadovnychenko, Mykola Hryshchenko, Kostiantyn Tyshchenko,
Yana Hryshchenko

Mail for correspondence: sadovnychenko@gmail.com

Summary: The spectrum and prevalence of genetic pathology among the population of a certain region are
determined by the founder effect and microevolution factors and, therefore, are not always comparable in different
countries. The study of these indicators is an important trend of modern human genetics. The purpose of the
research was to study genetic and epidemiological characteristics of the pediatric population of two northern
districts of the Kharkiv region, Ukraine: Bogodukhiv and Vovchansk.

Total number of children aged 0-17 was 6896 in Bogodukhiv district, and 7891 in Vovchansk district on
01/01/2016. The medical records of 307 patients were analyzed in healthcare facilities of both districts and the
city of Kharkiv. The subject of the study was the cases of single-gene and chromosomal diseases.

The burden of genetic disorders among children and adolescents was 0.30% in both districts. The prevalence of
single-gene diseases in these districts was 0.24% in Bogodukhiv district and 0.25% in Vovchansk district. There
were 9 and 12 single-gene disorders with different modes of inheritance, respectively. Only two of them were
common in the districts: congenital hypothyroidism and sensorineural hearing loss. The incidence of the latter is
1:985 in Bogodukhiv district and 1:1578 in Vovchansk district. Chromosomal pathology was detected in 0.06%
of the patients in Bogodukhiv district and 0.05% in Vovchansk district. Down syndrome was the only nosological
form of chromosomal disorders in both districts.

For other five areas of Kharkiv region, the prevalence of genetic pathology ranges from 0.36% in Izyum district
to 0.47% in Balakliia and Blyzniuky as have been previously reported.

The incidence of single-gene disorders is 0.27% in lzyum and 0.39% in Blyzniuky, while the incidence of
chromosomal disorders varies from 0.07% in Zmiiv to 0.13% in Krasnohrad.

Thus, the spectrum and prevalence of single-gene and chromosomal pathology in Bogodukhiv and Vovchansk
districts correspond to those in other districts of Kharkiv region and most European countries.

Key words: genetic disease, prevalence, single-gene disorders, chromosome disorders, Kharkiv region
Bogodukhiv district, Vovchansk district
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