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CIHEKTP TA IO PEHICTH FEI;IETI/I‘IHOT HATOﬂoyli CEPEJI JITEM TA
MIJJITKIB MIBHIYHUX PAMOHIB XAPKIBCBKOI OBJIACTI

®Deooma O. M., Cadosnuuenxo FO. O., [puwenxo M. 1., Tuwenrxo K. B., [ puwenro A. A.

[Momrra s muctyBanus: sadovnychenko@gmail.com

Pestome: Cnexmp ma nowupeHicms 2eHemuyHOi Namoaoeii ceped HaceneHHsi NeGHO20 PeciOHy GUIHAYAIOMbCS
eexmom 3aCHOBHUKA MA MIKPOEGOMOYIUHUMU (Pakmopamu i MoMy He 3aexHcOu 3iCMAaeHi V PI3HUX KPAIHAX.
Jlocniooicenns yux noKA3HUKIE € BANCTUBUM HANPIMOM CYYACHOL 2eHemuKU TIOOUHU, MOMY Memoro pobomu 0Y10
BUBYEHHSL 2CHEMUKO-eNIOeMION02IUHUX XAPAKMEPUCMUK  OUMSAY020 HACENeHHs 060X NIGHIUYHUX PAOHIE
Xapkiecvkoi obnacmi — bocoodyxiecvxkoeo ma Bosuancvroeo.

Kinekicme nacenennss bozodyxiscokoco pationy y eiyi 0-17 poxie na 01.01.2016 p. cxrana 6896 ocio, a
Bosuancvroco — 7891 ocoba. Meduuny ingpopmayiro npo 307 nayienmie 6y10 NpoaHAniz08aHO 6 MEOUYHUX
saxnadax 0box paiionie ma m. Xapxosa. Ilpeomemom 0ocniodicentsi 6yau 6unaoku MOHOLEHHUX MaA XPOMOCOMHUX
3AX80PI0BAHD.

Taeap eenemuunoi namonoeii ceped oimeti ma nioaimkie cmanogums no 0,30% 6 060x docHiodiceHux pamoHax.
THowupenicms Mmonocennux 3axeopiosanv y boeooyxiecoxomy pationy ckradae 0,24%, a y Boguancvkomy —
0,25%. V eusuenux paiionax euseieno 9 ma 12 namonociui yici epynu 3 pisHUMU MUNAMU YCHAOKYBAHHSL
8i0nos8iono. CninvHumu 051 000X PAllOHI8 € 084 3AXBOPIOGAHHSL: BPOOIICEHUL 2INOMUpPeo3 ma HelpoCeHCOPHA
8MpPama Ciyxy, sika € HaudLIbl NOUUPEHOIO0 MOHO2EHHOIO X60p00Oot0 6 000X pationax — 1:985 y bozodyxiscvrkomy
pationi ma 1:1578 y Boguancvkomy. Xpomocomua namonoeis y eugueriil ikositi epyni sussiena y 0,06% ocio y
bozooyxiscoxomy pationi ma 0,05% y Bosuancvromy. 3axeoprosanns yici epynu ¢ 060x pationax npeocmasieti
O0OHIEI HO30110214H010 hopmoto — cunopomom [layna. Howupenicms 2enemuunoi namono2ii 6 yiiomy no n’simu
paniue docriddceHux pationax Xapkiecvkoi obnacmi korugacmoca 6io 0,36% y I3tomcoromy pationi 0o 0,47% y
banaxniticokomy ma Bnusnioxiecoxomy, monozennoi — 6io 0,27% y Izromcoromy 0o 0,39% y Bausniokiecvkomy, a
xpomocomuoi — 6io 0,07% y 3miiecoxomy 0o 0,13% y Kpacnoepadcvxkomy.

Taxum wunom, cnekmp ma NOWUPEHICMb MOHO2EHHOI ma Xpomocomuoi namonozii y bozodyxiecoxomy ma
Bosuancvorxomy paiionax eionosgioarome makum y iHWUX paionax Xapkiecbkoi obaacmi ma Oinvuiocmi
€8PONEUCLKUX KPAIH.

Kuro4oBi cjioBa: TeHeTHYHA MMATOJIOTIA, MONIMPEHICTh, MOHOTEHHI 3aXBOPIOBAHHSA, XPOMOCOMHI MOpPYIIEHHS,
XapkiBcrka 00macTh, boromyxiBcbkuii paitoH, BoBuaHCEKHIT paiioH
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Beryn

JloCImiUKEHHST ~ TCHETHUYHOI  IATOJIOTil €
BAXUIMBUM HANpsSAMOM Yy Cy4YacHili TeHeTHi
JIIOOUHH, OCKUIBKM B  IMAIICHTIB  OUTSYUX
BiJUIIJICHb JIiKapeHb BoHa 3yMoBioe g0 70%
3axBOpIOBaHOCTI y KkpaiHax [liBHiuHOI €Bponu Ta
CHIA [16]. TIIpore cmekTp 1 MOKa3HUKH
MOIITUPEHOCTI T€HETUYHOI aToJIorii
BH3HAYAIOTHCA K €(PEeKTOM 3aCHOBHHUKA, TaK i
MIKpOEBOJIIOLIMHUMU  (aKkTopaMu, a  came
MyTallifHUMM 1  MITpaliiHUMU  IpOLIecamH,
TEHETUYHOK Ta E€THIYHOK TMIAPO3AUICHICTIO
HACEJIEHHS, 1 TOMY HE 3aBXKIH 31CTaBHI y PI3HUX
perionax [19]. Tak, y Kanaai mnommpeHicTh
ciMelHOi  TimepxojecTepuHeMii B IUJIOMY
craHoBUTh 1:500, omHak cepex TrpomMajasH i€l
KpaiHU JIIBAaHCHKOTO ITOXO/PKEHHS BOHA CATA€
1:85, cepen adpokanamiiiiie — 1:72, a cepen
eBpeiB-amkeHasi — 1:67 [24].

I'eneTnko-emigeMioaoriami JOCITIIKEHHS
MPOBEJIEHO y OUIbIIOCTI KpaiH 3axifHoi €Bponu
ta [liBHIYHOT AMepuKH, a IXHI pe3ybTaTH 3BEeJICH1
Yy peecTpu W 3aHECEHl N0 cCreliani3oBaHux 0a3
naHux, 30kpema Frequency of Inherited Disorders
Database (FINDBase), Online Metabolic and
Molecular Bases of Inherited Disease (OMMBID).
OnHak BiJOMOCTI 1100 MOMIUPEHOCTI TeHETUIHOT
MaToJIorii y OLTBIIOCTI MOCTPAASHCHKHUX JEPKaB Y
Takux 0azax Ta peecTpax Maixke BIJICYTHI,
MPUYMHOID YOro MOXe OyTH HeIOCTaTHICTh
BIAMOBIIHOT 1H(MOpPMAITi.

B VYkpaini opsiJI 3 TE€HETUKO-
eni1eEMIOJIOTTYHUMUA Ta MOMYJIAIIHHO-
FeHEeTUYHUMH  JIOCHI/DKCHHSIMH HACEJICHHA Yy
3akapnaTchkiii Ta XapkiBChKiii oOmactax [4, 7]

OyJI0O BHMBUYEHO TIOIIMPEHICTh XPOMOCOMHUX,
MeTa0OoIIYHHX, HEPBOBO-M SI30BHX,
MITOXOHJIpiaJIbHUX XBOPOO, CHAIKOBUX

3aXBOPIOBaHb CHIOKPHHHOI CHUCTEM, CIIOJIYYHOI
TKaHWUHH, TEHOJIEPMATO31B TOIIO, @ TAKOXK MyTaIlii
Ta OJHOHYKJICOTHIHHMX MOMIMOP(]I3MIB T€HIB, SKi
3yMOBJTIOIOTH PO3BHUTOK marosorii [2, 3, 5, 6, 8,10].

VY 3B’M3Ky 3 THM, IO CIEKTP 1 MOIIUPEHICTh
TeHEeTUYHUX 3aXBOPIOBaHb € OJHUM 3 KPUTEPIiB,
AKI € BOKIMBUMH IS ONUCY T'e€HETHYHOI
CTPYKTYpH TOMYJIALii, METOH Hamoi poOoTu
CTAJI0O BHUBYEHHS TI'€HETHUKO-EIIJIEMIOIOTIYHUX
XapaKTePUCTUK AUTAYOTO  HACEICHHS  JBOX

NiBHIYHUX paiioHiB XapkiBcbKkoi oOmacti —

BoromyxiBchkoro Ta BoBuaHCHKOTO.

Marepiajau Ta MeTOIM 10CTiIZKEHHSA

Y BoroayxiBcbkoMy paiioHi XapKiBChKOI
0071aCTi YACENBHICTD AITCH Ta MIITKIB y Biri 0—
17 poki Ha 01.01.2016 p. ckmana 6896 4onoBIK, 3
HUX giB4atok — 3415, xjomuukiB — 3481, y
BoBuancekomy — 7981, 3825 Ta 4156 BinnoBigHO.
306ip nepBuHHOTO Martepiany npooauiu y 2016—
2019 pp. y 'onoBHOMY ymipaBiiHHI CTATUCTUKH Y
XapkiBebkit  obnacti, K303  «XapkiBcbkuit
oOnacHUM  1HQOpMAIIIHO-aHAITUYHUI  LIEHTP
MEINYHOI CTATHCTUKW» Ta MEIUYHHUX yCTAHOBaX
paiioniB obmnacti. [IpoananizoBaHo MEeTUYHI KapTH
307 nitedt Ta WJITKIB, sIKI NepeOyBalOTh Ha
JTUCTIAHCEPHOMY OOJIIKYy, BHECEHI JI0 CITHCKIB
JUTe-1HBaIiB Ta  peecTpiB ophanHuX
3axBoproBaHb. Ilpeamerom pociimkeHHS OyIu
BUIAaJIKH MOHOTE€HHOI Ta XpOMOCOMHO{ MaTOJIOr1i.
Jani 1momo MOHOT€HHOI  maToJiorii  OyIio
NPOaHAaTI30BaHO 3 BUKOPUCTAHHSAM 0a3Wl JTaHUX
OMIM. CraTucTUyHMI aHaIi3 TPOBOIWIH 32
JIOTIOMOT'00 KPHTEPiIo 2.

JocmipkeHHs  MPOBEACHE  BIAMOBITHO [0
OCHOBHUX  OlO€TMYHHUX HOPM [ eIbCiHCHKOL
nexiaparii BeecBiTHROi Mequ4HOi acorialii mpo
€THMYHI  TPUHIUIHA  T[POBEICHHS  HAayKOBO-
MEIUYHUX JOCTipKeHb 13 mompaBkamu (2000, 3
nonpaBkamu 2008), VHiBepcasbHOI AeKiIapalii 3
Oloetnkn Ta mpaB sroauHU (1997), KonseHmii

Pamu €Bponu 3 mpaB JOAMHM Ta OlOMEIUIIMHHA
(1997).

Pe3yabTaTH T2 IX 00r0BOpEeHHS

Jloc/miDKeHHsT  MOIIMPEHOCTI  MOHOI'€HHOT
naToJorii y JBOX paiioHaxX MiBHOYI XapKiBCbKOL
oOJtacti IOKa3ao, 110 1l TATap y
BoroayxiBcbkomy paitoni craHoButh 0,24%, a 'y
BoBuancekomy — 0,25%. JlaHuii NOKa3HUK €
CHIBCTaBHUM 3 TaKUMH, OJIEPKAHUMHU JUIs 1HIIHUX
paifoniB  XapkiBcbkoi  obmacti:  0,38% y
banaxmnificekomy, 0,39% y bau3HIOKIBCBKOMY,
0,30% y 3miiBcbkomy, 0,27% y I3toMcbkOMY,
0,28% y  KpacHorpaacekomy  [7]. 3a
JITepaTypHUMHU JaHUMH, BIH MOXeE KOJIMBATHUCS
Bix 0,55 no 5,32% [27].

YV boroayxiBcbkoMy paiioHi BusBIEHO 9
MOHOTE€HHHMX TMAaToJIOTiH 3 pI3HUMH TUIAMHU
ycnajKyBaHHs, a y BoBuancekomy — 12. YV iHImmx
paiioHax o0sacTi IXHs KUIBKICTh Bapitoe Bif 9y
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bnu3HIOKIBCBKOMY — paiioHi b1 (6] 22 y
Banakmificbkkomy, 110 3yMOBJICHE B TOMY YHCHI i
KUTBKICTIO JTUTSIYOTO HACEJICHHS y
aJIMIHICTPAaTUBHO-TEPUTOPIaIbHINA oxuHMLi [7].

CroinbHUMH Ui 000X paiiOHIB BHSBHIHUCS
JIMIIE /IBAa 3aXBOPIOBAHHS: HEHPOCEHCOPHA BTpaTa
CIIyXy Ta BpojpKeHu# rimotupeo3 (Tadmmms 1).

Tabnuys 1. Hozon02iunuii cnekmp ma nowupeHicms MOHO2EHHUX 3AX60PI08alb cepeo dimell ma
nionimkie bocooyxiscvkoeco ma Bosuancwvkozo pationis Xapriscovkoi obracmi

Paiion IHmm
Marosoris OMIM BoroayxiBcbkuii BoBuaHchkuii TIOIY JISIIIT Thir.
N THOIIHpe- N HOIIHpe- HOIIHpe-
HICTh, 1 Ha HiCTb, 1 Ha HIiCTb, 1 Ha
MyKoBiciu03 219700 - - 1 1:7891 1:2500 [13]
DeHinKeToHypist 261600 - - 2 1:3946 1:10000 [18]
Mykomnomicaxapuao3 _ 1:138889-
| Temy 607014 — — 1 1:7891 1:75188 [5]
Heﬂpoceg‘;;’f;‘a Brpara 220290 7 1:985 5 1:1578 1:833 [28]
Temodinis B 306900* 2 1:3481 — — 1:30000 [1]
CninansHa M’SI30Ba 253300, ] 1:6000—
aTpodis 253400%% | ~ - 1 17891 119608 | [201
XBopoba 118200, ) ]
[ITapko-Mapi-Tyta 118220** 1 1:6896 B B 1:2500 [11]
Hesasepenwmii 166200 _ 1:10000—
OCTEOreHes 166210 1 1:6896 B B 1:2000 [15]
Bpowkenuit rimotnpeos | 274900 | 2 1:3448 2 1:3946 11:.12686205 [17]
I'imodizapuuii HaHi3M 2]('372?21]6%2* - - 3 1:2630 iiggga [1]
BpomkeHa muchyHKIis . 1:10000—
KOPH HAJIHUPHUKIB 201910 1 1:6896 B B 1:23000 [12]
Maxynoauctpodis . 1:8000-
llfraprapa 248200 1 1:6896 - - 1-10000 [21]
Exronepmasbya 225500 | — _ 1| 17801 1:17000 | [23]
JIACTIIa3is
IxTio3 3BMUAKHMI 146700 1 1:6896 - - 1:80-1:250 [14]
Cumpon Enepca- 225400 | - _ 1| 17801 1:5000 | [26]
Hanmoca
Amnemis biekdena- 105650, ) i
Jlaiivonia 606120%* 1 1:6896 - - 1:142857 [22]

[IpumiTka: * — MOKa3HUK PO3paxOBYBaBCA JIHIIE Ha 0ci0 4omoBivoi cTari; ** — HoMep 3a OMIM He yTouHeHHi
Yyepe3 reTeporeHHICTh 3aXBOPIOBAHHS

HaiiGinpim MTOIIUPEHOIO MOHOreHHot  30kpeMa, y ®PH Bona cranoButh 1:833 (p>0,05)
maToyiorielo B 000X paiioHax € HedpoceHncopua [7, 28].
BTpaTa ciyxy — 1:985 y borogyxiBcekoMy paiioHi ODeHIIKETOHYpiS € OJHUM 3 Hebararbox
ta 1:1578 y BoBuaHchkoMy. Lli TOKa3HWKHM € TCHETUYHHUX 3aXBOPIOBaHb, SKi  MiJAIOTHCS

CIIBCTAaBHUMM 3 TaKHMH B IHIINX paﬁOHaX

YCHIIIHOMY JiKyBaHHIO. [i OCHOBHMM KIHIYHUM

XapkiBcbkoi obmacti: Bim 1:1295 (p>0,05) y mposiBOM € TSKKE YpaKeHHS LEHTPaJbHOL
Kpacnorpancekomy 1o 1:797 (p>0,05) y HepBOBOi cHCTEMH, IO CYNPOBOKYETHCS
3miiBcbkoMy y 2015 p.; Big 1:935 (p>0,05) y posymoBoro  BiacramicTio.  DEHUIKETOHYPIs

boroayxiscekomy 10 1:621 y KpacHorpaacekomy
paifoni, 1:645 nmo XapkiBchbKiit 006JaCTi B IIIJIOMY Y
2010 p. IlommupeHicTh IOrO 3aXBOPIOBaHHS HE
BIJIPI3HSAETHCS BiJl €BPOMEHCHKOTO MOKA3HUKA,

HAJIEKUTh JI0 HAWMOIIMPEHIINX MOHOTEHHUX
natoJsiorii y citi — 10 1:2600 Ta 1:4500 y Typuii
ta Ipnangii BimmomigHo [1]. ¥V IliBaeHHiil Ta
Cxianiit €Bporri 11el MOKa3HUK CKIIa1a€ Bif
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1:39338 y Cepbii mo 1:7325 y PecnyOGumiri
MomnnoBa, a mo Ykpaini ouintoerbes y 1:4500—
1:10000 [1, 18]. Y BoBuaHchKkOMy paiioHi
MOIIUPEHICTH I1i€] MeTaboIIuyHOi XBOpOOU CKIIa1ae
1:3946, Ttomi sAK cepem MiTe Ta MiJUIITKIB
banakmiiicekoro paiiony — 1:3409 [7].

Myxkonomicaxapunod | Tumy (cuHOpOMH
I'ypnep, U'ypnep-llleite Ta llleiie), mo HaIEKUTH
70 TPYyHOH J30COMHUX XBOpOO HaKOIMYEHHS,
CIPUYMHIOE HAKOTIMYCHHS y TKAHWHAX JIEpMaTaH-
abo remapaHcynbdaTiB, SKE€ CHOpsDKEHE 3
Ypa)K€HHSIM HEpPBOBOI, KICTKOBOi, XpAIIOBOi Ta
croytyyHoi TkaHuH. Y YUexii OJIMH MAIl€HT 3 UM
3axBOproBaHHAM mpumnagae Ha 138889 ocid, y
[Moptyranii —ua 75188, B Ykpaini —na 555556 [5].
Y BoBuaHCbKOMY paifoHI L€l  MOKa3HUK
BU3HaueHuH sk 1:7891 (tabm.).

I'emodiniss B cnpuunnena Hecraueio (axropy
IX 3cimamHsS KpOBI Ta  CYINPOBOIKYETHCS
KpPOBOTE€UAMH, TEMapTPO3aMHt, TeMaTOMaMH TOIIIO.
CBiTOBMI MOKAa3HUK ii MOMIMUPEHOCTI BKAa3yeThCsS
sk 1:30000 40y10B19OTO HACEJICHHS, HATIPUKIIA, Y
binopyci BiH ouiHoeTbed gk 1:40000, B Ykpaini —
1:49590 [1], y BorogyxiBcbkomy paiioHi BiH
ckianmae 1:3481.

XBopoba Illapko-Mapi-Tyra sBnsge coboro
T€HETUYHO MeTEPOreHHY CIaIKOBY MOTOCEHCOPHY
HeWpomaTiio 3  XPOHIYHUM  IPOrPECYIOUnM
nepebirom. Ii mommpeHicTh y €BpOmEHCHKHX
kpainax Bapitoe Big 1:10309 y Cep6ii mo 1:1215 y
Hopgerii [11]. ¥ borogyxiBcbkomy paiioHI Iei
MOKAa3HHUK CTAHOBUTH 1:6896, 1110 € CIIBCTABHUM 3
CepeIHbOEBPONICHCHKIM.

Makynonuctpodiss Illraprapma € dopmoro
FOBEHUILHOIL JiereHeparii CITKIBKH, sKa
CIPUYUHIOE TMPOTPeCcyIoye MOTIpIIEHHS 30py 0
noBHoi chinotu. Y CHIA wna 8000-10000 oci6
HaTuyeTbcs OJIMH XBOpWA, mpoTe y Bemukii
bpuranii 1neil moka3HHMK, IMOBIPHO, € HWKYHM
[21]. Tox, pmami, oaepXkaHi Is JATAIOrO
HaceseHHs boroayxiBchkoro paitony — 1:6896 —
LIJIKOM BIJIIOBIAOTH CBITOBUM.

Anemisn Jleiimonna-biiekdena HanexuTh 10
PIAKICHUX XBOPOO 4E€pPBOHOTO KiCTKOBOTO MO3KY,
SIKa CYMPOBOKYETHCS MOPYIICHHSIM (GOPMYyBaHHS
ePUTPONUTIB. Ii MOMKMPEHICTh Y CBITi OLIHIOETHCS
y  1:142857 HoBoHapomxkenux [22]. V
boroayxiBcbkoMy paiioHi BoHa ckiagae 1:6896
(Tabm.).

BigMiHHOCTI y NOMIMPEHOCTI MOHOT€HHUX
MATOJIOT1H Ta KUTBKOCTI iXHIX HO30JIOTiH 3HAYHOIO

MIpOI0 MOXYTb OyTH 3yMOBIEHI KJIIHIYHUM
noJiMOp(i3MOM Ta TEHETHYHOIO T€TEPOTESHHICTIO
OUTBIIOCTI 3 HUX. XapaKTepHa JJIsl €BPOIEOiiB B
iJIOMy, W JUIsS YKpaiHIIB 30KpeMa, Ma)XopHa
myTaniss R408W rena ¢Qeninananinriapokcuiasu
PAH BukimMkae 'y TOMO3HTOTI  PO3BUTOK
(eHiTKkeTOHYypii Yyepe3 MOBHY BTPaTy aKTHBHOCTI
depmenty, toai sk moHan 1000 iHmUX MyTarii
bOTO0 TE€HAa 3HWXKYIOTh aKTUBHICTh (EpMEHTY
PI3HOI0 MIpOIO, BHACIIJOK YOr0 pPO3BHBAETHCS

rinepdeHiaTaHiHeMIs [9]. Kpim TOrO,
0CO0JIMBOCTI TE€HEeTHUYHOTO Ja”aAmapTy
BU3HAYalOThCSA FE€HETHKO-JeMOrpa(piuHuMU

npoiiecamu, e(peKToM 3aCHOBHHUKA, 1HOPUIUHTOM
TOIO, a4 TakKOoX IAXOJaMH J0 HJIarHOCTHKH,
JUpEepeHLIHHOT J1arHOCTUKY, MPOQIIaKTUYHUMU
3aX0/laMH y PI3HUX PErioHax.

B xoxHOMY 3 TOCHIPKEHHX paliOHIB MPOKUBAE
0 YOTUPH TAIlEHTH 3 pI3HUMHU QpopmMamMHu
cugapomy JlayHa, TOX TArap XpOMOCOMHOL
natoJjorii ctaHoBuTh 0,06% y BborogyxiBcbkomy
paiioni Ta 0,05% y BoBuanchkoMmy, 110 BiAOBigae
TaKOMy y  PpemTi JOCHDKEHUX  pailoHIB
XapkiBebkoi ob6mnacti: Big 0,07% y 3miiBcbkoMy
10 0,13% y Kpacnorpaacekomy. [1pu ibomy mnuiie
y IBOX paiioHax OyJ10 3a(hikCOBAHO 1HIII HO30JI0T11
XPOMOCOMHUX XBOPOO: CUHPOMHU
Knaitndensrepa Ta IllepemeBcroro-Tepuepa y

banakmiiicekomy, cunnpom IIpanepa-Bimmi y
Kpacuorpaacekomy [7].
[TommpenicTh CHUHJIPOMY Jayna y

boromyxiBcbkomy paiioHi ckiamgae 1:1724, a 'y
BoBuancekomy — 1:1973, 1o € cmiBCTaBHUM 3
TaKUM y II'SITH paHillle JTOCTIIKEHUX pailoHax
XapkiBcbkoi ob6macti — Big 1:1495 y 3miiBcbkoMy
mo 1:863 'y KpacHorpaacekoMy, ToOAl —SK
CEPeTHbOEBPOINEUCHKII MOKa3HUK OIIHIOETHCS K
1:893 [7, 25].

[TopiBHAHO HHU3BKUI pIBEHb IOIIMPEHOCTI
XPOMOCOMHOT MAaTOJIOTIi y JOCTIIKEHUX pailoHax
MOKe OyTH SIK Pe3yJIbTaTOM MOKPAIICHHS SKOCTI

MEIUKO-T€HETHYHOIO KOHCYJIbTYBaHHS
HaceJIEHHS, 30KpeMa BIIPOBAKCHHS
CKPUHIHTOBUX  TMporpaM Ta  MiABUIICHHAM
e(eKTUBHOCTI  PaHHBOI  JIarHOCTUKH  LUX

3aXBOPIOBaHb, TaK 1 BIKOBUMH OCOOIUBOCTSIMH
HACEelleHHSs, SIKe BCTYyMAE J0 HUT00Y.

BucnoBku
[IpoBeneHe  JOCHIKEHHS  TMOKa3auo, IO
OOTSKEHICTh MOHOT€HHOIO Ta XPOMOCOMHOIO
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MATOJIOTI€I0 JTUTSIYOTO HaCeJICHHS y
BoromyxiBcbkomy Ta BoBuaHCchkOMY paiioHax
XapkiBcbkoi ob6macti ctaHoBUTh 0,30%. Crektp

Ta TOMMPEHICTh 000X JOCHIIKEHUX TPyl
TeHeTHYHOI  maTtoiorii y  1mux  paiioHax
BIIMIOBIJAIOTE ~ TaKUM Yy  IHIOUX  pailoHax

XapkiBChKOi 0071acTi Ta OLTBIIOCTI €BPOTIEHCHKUX
KpaiH.
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CHIEKTP U PACIPOCTPAHEHHOCTD FEIJ‘IJETI/I‘IECKOI?'I MATOJIOI'nHA CPEAN
JAETEU 1 TIOAPOCTKOB CEBEPHbBIX PAMOHOB XAPBKOBCKOHU OBJIACTH

®eooma O. M., Cadosnuuenxo FO. O., I puwenxo M. I., Tuwenxo K. B., I puwenxo A. A.
IMoura mst nepenucku: sadovnychenko@gmail.com

Peztome: Cnexmp u pacnpocmpaneHHOCmb 2eHeMmu4ecKol namoa02ul cpedu HaceleHus KOHKPEmMHo20 pecuona
onpedensiiomces 3ppekmom OCHOBaAmMeENL U  MUKPOIGOTIOYUOHHLIMU DAKMOPAMU U NOIMOMY He 8ce20d
conocmasumvl 8 pasHvlx cmpauax. Hcciedosanue smux noxazameneil A61S€MCS BANICHLIM HANPABIEHUEM
COBPEMEHHOU 2eHeMUKU Yen08eKd, NOIMOMY Yeavio pabomsl ObLIO U3YYeHUe 2eHeMUKO-INUOeMUOTOSUYECKUX
Xapaxmepucmux 0emcKo20 Hacelenus 08YX CeBepHbIX pailonHog Xapvkosckoi obnacmu — Bo2odyxoeckozo u
Bonuancrozo.

Hacenenue Boeodyxosckoeo pationa 6 eo3pacme 0-17 nem na 01.01.2016 2. cocmasuno 6896 uenosex, a
Bonuanckoeco — 7891 uenosex. Meouyunckas ungopmayus o 307 nayuenmax Oblia NPOAHATUUPOBAHA 6
MEOUYUHCKUX  YUPeNCOeHUsIX o00oux pationos u 2. Xapvkoea. Ilpeomemom ucciedosanus Ovlau Ccaydau
MOHO2EHHBIX U XPOMOCOMHBIX 3a001€8aHUIL

I'py3 eenemuueckoti namonocuu cpeou oemeti u noopocmkos cocmasisem no 0,30% 6 oboux uccredosamuvix
pationax. Pacnpocmpanennocmo monozennuix 3abonesanuii 6 bocooyxosckomy paiione cocmaesnsem 0,24%, a 6
Bonuanckom — 0,25%. B uzyuennvix paiionax odonapydceno 9 u 12 namonoeuii smotl epynnvl ¢ paziuidHbIMu
munamu Hacredosanus coomeemcmeenno. OOwumu 01 000UX PAtiOHO8 AGIAIOMCS 084  3A00Je8aAHUSL:
BDONCOEHHDBILL  2UNOMUPEO3 U HEeUPOCEHCOPHAA — MY20yXOCmb, KOMOpas OmHocumcs K  Hauboiee
PACNPOCMPAHEHHBIM MOHO2EHHbIM 00Ne3HAM 6 oboux pationax — 1:985 6 bBozodyxosckom patione u 1:1578 6
Bonuanckom. Xpomocomuasa namonozusi 6 uszyueHHou eospacmuou epynne gviasnena y 0,06% wuacenenus 6
bozooyxosckom patione u 0,05% 6 Bonuanckom. 3abonesanus smou epynnsi 8 060uUx patioHax npeocmasiensl
00HOU HO30102UYeCKOU popmoil — cunopomom Jlayua. Pacnpocmpanennocms ceHemuieckol namoao2uul 8 Yeiom
no nAmu panee uccied08aHHbIM patlonam Xapvkosckoii ooracmu xoaeonemes om 0,36% 6 Uziomcxom patione 0o
0,47% 6 banaxnevckom u brusnioxkoseckom, monozennvix — om 0,27% 6 Hzromckom 0o 0,39% 6 Bausniokosckom,
a xpomocomnoti —om 0,07% & 3muescxkom 0o 0,13% 6 Kpacnoepadckom.

Taxum obpazom, cnekmp u pacnpoCmpaHesHOCHb MOHO2EHHOU U XPOMOCOMHOU namoaozuu 8 bocodyxosckom u
Bonuanckom paiionax coomeemcmayom maxosvim 6 Opy2ux pauoHax Xapbko8ckol obracmu u OOonbuUHCHEe
€BPONELCKUX CIPAH.

KiroueBble c10Ba: reHeTHUECKAst ATOJIOTUS, PaclpOCTPaHEHHOCTh, MOHOTEHHBIE 3a00JI€BaHNS, XPOMOCOMHBIE
HapyIeHus, XapbKoBCcKas 001acTs, boromxyxoBckuit paiion, Bomganckuii palioH
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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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