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Mema. Bus4eHHsi obmsixeHOCmi 2eHEeMUYHOK Mamosozielo — MOHOZEHHOK ma XPOMOCOMHOK —
Oumsyozo HaceneHHs KpacHoepadcbkoeo palioHy Xapkiecbkoi obnacmi. Memodu. BukopucmaHo eri-
OemionoeiyHull ma KriHiko-eeHeanoeiyHuli memodu. NpoaHanizoeaHo iHghopmauiro npo 252 nauieHmu
y 8iyi 8i0 HapodxeHHs1 00 17 pokie 3 ycix OCHOBHUX Oxepern ix peecmpauii. Pesynbmamu. Obmsixe-
Hicmb OuMSA4Y020 HacerneHHsI MOHO2eHHO namoiiozieto cknana 0,28 %, xpomocomHoro — 0,13 %, pa-
3om — 0,41 %. BusierieHo 14 HO305102i4HUX hOPM MOHOLEHHUX 3aX80pH8aHb, Halbinbw MowupeHUMuU
3 AKUX 8usieusnucst HelpoceHCopHa empama criyxy 0s8ocmopoHHs (1:1295), epodxeHa enaykoma
(1:3884), spodxeHuli einomupeos (1:3884), ixmio3 3suyaliHuti (1:3884). 3a ocmaHHi decsimb pokig 8i0-
byrnucs 3MiHU y criekmpi MOHo2eHHOI mamornoeii ceped dumsiyoeo HaceneHHs KpacHoepadcbkoeo pa-
tioHy. XpoMocoMHi ropyweHHs1 y palioHi npedcmasneHi cuHopomom [ayHa (1:868) ma cuHOpomom
lpadepa-Binni (1:7767). BucHoeku. ObmsixeHicmb Oums4o20 HaceneHHs1 KpacHoepadcbkoeo palioHy
Xapkiecbkoi obriacmi eeHemu4YHOK MamoJsiozieto, CreKmp MOHO2EHHOI ma XPOMOCOMHOI rnamoroeil,
rnowiupeHicms il OKpeMux HO30s102i9HUX hOPM 3icmaeHi 3 makumu y binbuwocmi eeponelicbKuX KpaiH.

Knroyoei cnoea: ceHemuy4Ha namosiozisi, NoWuUpeHicmMb, MOHO2EHHI 3aX80PH8aHHS, XPOMOCOMHI Mo-
pyweHHs1, Xapkiecbka obracme.

BCTyn. 3a gaHumm BOOS, 10-15 % HOBOHapOMAXEHMX MalTb reHeTU4Hi abo BPOAXKEHI
BaaW pO3BUTKY, LLIO CPUUMHIOWTL 25 % ixHiX cmepTen y €sponi [1]. Tarap reHeTu4Hoi
naTornorii 3pocTae y CTapLUMX BIKOBUX KaTeropisix, rolOBHUM YMHOM, Yepes3 NposiB 3axXBOPHO-
BaHb 3 Mi3HBOK MaHicbecTauielo Ta cnagkoBok CXunbHICTIO [2, 3]. Mpodinb reHeTu4HOI Na-
Tororii Mae 1 crtaTtesi, eTHiYHI Ta reorpacdiyHi ocobnmeocTi. 36iNbLUEHHI0 reHeTUYHOro THara-
ps CNpUsIOTb K hakTopu NONynALUiNHOI AMHAMIKK, Tak i YMHHUKX cepedoBuLLa, Cnocid XnTTs
Ta iHWi iHAMBIAyanbHi BiAMIHHOCTI, WO MOXYTb NIACUNUTU MyTareHes, BAAWHYTU Ha NeHeT-
PaHTHICTb 1 €KCNPECUBHICTb reHiB [3].

Ha TenepiwHin yac y 6aratbox kpaiHax cBiTy, ocobnueo y [MiBHi4HIn Amepuui Ta €Bpo-
ni, NPOBOAATLCA MOMYNSAUINHI Ta KOrOpTHI reHeTuKo-enigemionoriyHi gocnigxkeHHs [4, 5],
CTBOPEHi peecTpu opdaHHNX 3axBOptoBaHb [6].
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B YkpaiHi gocnimKkeHHss reHeTU4HOI naTonorii
NpoBOAATLCH Ha YCiX PIBHAX — Big NonynsauiiHoro
00 MOMEKynsipHOro, a came BMBYaKOTbCA NoLumpe-
HICTb 3aXBOpPIOBaHb, 4YacToTa MEBHUX TEHOTUMIB,
BUABNAIOTLCA MyTaLlii, acouinoBaHi 3 UMMM 3axBO-
plOBaHHAMM, pPO3POBMATLCA CXEeMU  fliKyBaHHS
cnagkoBOl NaTosiorii BiANOBIAHO A0 TEHEeTUYHUX
ocobnusocTent xBopux B YkpaiHi [7—13]. Baxnu-
BMM KPOKOM Y 3anpoBafXeHHi reHeTUYHOro MOHi-
TOPUHTY HaceneHHst ctano cTBopeHHs y 2014 poui
peecTpy opcaHHUX 3axBopioBaHb [14], npoTe BiH
MOKM L0 HE OXOMSE YCbOro CrEKTPYy CnaakoBol
naTtonorii, i 4aneko He YCi reHeTUYHi 3axXBOpoBaH-
HS1 AiarHOCTYTbCSA BYacHO i 6e3noMMIKoBo.

B Tom xe 4ac gns aHanisy nowMpeHOoCTI Ta
reHeTUYHNX OCOBNMBOCTEN CMNAaAKOBUX 3aXBOpPHO-
BaHb Yy Pi3HMX perioHax KpaiHu, a TakoX nogalnb-
LIOro MNPOrHO3yBaHHA TArapsa reHeTUYHOI NaTonorii
HaceneHHs HeobXxigHi MacwTabHi  reHeTuko-
enigemMioniorivyHi JocnigkeHHs, ki OXONMoKTb He
nuwe HaceneHHs BENUKUX MICT, a M CiflbCbKMX
noceneHb, Ae iHOpMAMHI 3a3BNYaN € BULLINM.

Tomy MeTOK LbLOro AoCnigaXeHHst O6yno Bu-
BYEHHSI OOTSXKEHOCTi reHeTU4HOK NaTosIorien —
MOHOFEHHOK Ta XPOMOCOMHOI — AUTSYOro Hace-
neHHss KpacHorpagcbkoro pavioHy XapkiBCbKOT
obnacti.

Marepianu i meTogu

YuncenbHicTb HaceneHHs KpacHorpaacbkoro
parioHy XapkiBcbkoi obnacti y 2015 poui cknana
44723 nogen, 3 HUX gopocnux — 36956, aiten Ta
nianitkis — 7767 [15]. [na reHeTuko-enigemiono-
riYHOro pJocnigkeHHss 6yno obpaHO HaceneHHs
KpacHorpaacbkoro panoHy y Bili Bifi HAPOMXEHHS
Ao 17 pokis. IHopmauia npo xBopux byna oTpu-
MaHa 3 yCix OCHOBHMX [xepen ix peecTtpauii, Wwo
OXOMMIKTh YCe ANTAYE HACENEHHSA panoHy: Nono-
roBi BiOAINEHHA, PeecTp nauieHTiB Ha opdlaHHi

3axBOPIOBAHHSA, AWCMAHCEPHI rpynu, Lwo ¢opmy-
IOTbCS Ha OCHOBI perynsipHuMx npodorngagis Airen
Ta nigniTkie. lNpoaHanisoBaHO MeauyHi KapTu aiTen
Ta AUcnaHcepHi rpynu rnikapis-caxiBuiB BY3bKOro
npodinto, siki BKNtovatoTb 252 ocobu.

Pe3synbTatn Ta 06roBopeHHs

OO6TsKeHiCTb guTayoro HacerneHHst KpacHor-
pafcbKoro pavioHy MOHOTEHHOI MaTosorNier0 cKana
0,28 % (n=22). 3a pe3ynbTaTtamm MaclTabHMXx Npo-
€KTiB 3 JOCHiMKEHHS CNeKTpy cnaakoBol naTonorii, y
KaHaacbkii npoBiHLii BputaHcbka Konymbis nowwm-
PEHICTb MOHOFEHHUX 3aXBOPIOBaHb Cepes MICLEeBOro
HaceneHHs ctaHoBuna 3,6 % [16], y PocTtoBckkii
obnacrTi Pocincekoi ®epepadii (PP) cepen Micbkoro
HaceneHHs — 0,22 %, cepep cinbcbkoro — 0,35 %,
y HyBaLlii YacToTa HapoMKEHHSA iTen 3i cnagkoBuMm
natonoriamm — 6,02 % [4, 17]. OuiHnTK Ta NopiBHS-
TW OTPUMaHI Pi3HMMKW aBTOpaMu pe3ynbTaTh Ta pos-
OPKHOCTI CKnagHO Yepe3 pi3HMI Au3anH OocnioKeH-
Hs1, YaCcOBWUI iHTEpBar Ta iHWi 0cOBNMBOCTI reHeTUY-
HOro aHanisy.

CnekTp MOHOreHHOI naTonorii cepeq ANTAYO-
ro HaceneHHs KpacHorpagcbkoro pawoHy y 2015
poui BknyaB 14 HoO30MOriM 3 pisHUMKM TUNamm
ycnagkyBaHHs, Togi Ak y 2008 poui ix 6yno 13
(tabn. 1). Y nopiBHAHHI 3 2008 pokoM Yy pauioHi
3apeecTpoBaHO HaCTYMHi 3aXBOPKOBaHHSA: rinonna-
3i9 AUCKIB 30pOBUX HEPBIB, BPOMAKEHa rnaykoma,
HenpodibpomaTos, He3aBepLIEHUIA OCTEOoreHes,
xBopoba TipwnpyHra, ekrogepmaribHa Avcnniasis
Ta MykoBicumngos (tadbn. 1). Huska iHwux natonorin
y AOCnigXeHin BIKOBIN KaTeropii BXe He npeacras-
neHa. HanimoBipHiwe, Ui 3MiHW CNEKTPY MOHOreH-
HOi NaTonorii 3yMOBMEHi NpMpoAHMM Ta Mirpauin-
HUM PYXOM HacerneHHs. Y 3B’A3Ky 3 LuM OOUiNbHO
MOPIBHATU OCOBNMBOCTI TEeHEeTWYHOI naTonorii y
AiTen y gocnifpkysaHoOMy paroHi 3 TakuMmu cepef
HaceneHHs €BPOMENCLKMX KpaiH.

Tabnuusa 1. CnekTp Ta NOWMPEHICTb MOHOTEHHNX 3aXBOPIOBaHb Yy AiTen Ta nianitkis micta KpacHorpaga Ta

KpacHorpaacbkoro pamoHy

KpacHorpagcbkuii paioH €BDON. NOMY-
Matonoris OMIM 2008 p. 2015 p. pon. riony JliTepatypa
nsuji
Ycboro Micto Cena Ycboro 4

ATpocpisa 30poBoro Hep- 165500 . _ _ .
Ba 258500 1:3727 1:33000 [18]
Minonnasist AMCkis 30po- | 450,44 - 1:3662 - 1:7767 1:2719946 [19]
BMX HEPBIB
BpoaxeHa kaTapakta 115665

612968 1:2484 1:3662 - 1:7767 1:7874 [20]

Ta iH.

BpoaxeHa rnaykoma . . 1:5000-

231300 - 1:2053 1:3884 1:22000 [21]
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KpacHorpagcbkuin panoH €800, NOMNY-
Matonoris OMIM | 2008 p. 2015 p. pm' 7| Titeparypa
Ycboro Micto Cena Ycboro 4

Henpodibpomaros, tvn | 162200 - 1:3662 - 1:7767 1:3000 [22]
HempoceHcopHa BTpaTa | 555, 1:621 | 1:1221 | 1:1368 | 1:1295 1:833 [23]
CNyxy ABOCTOPOHHSI
PeHinkeToHypisa 261600 1:7453 - - - 1:10000 [24]
BpogxeHui rinotnpeos 274900 1:2483 1:3662 1:4105 1:3884 1:1660-1:2828 [25]
[inocmsapHuin HaHi3m . . . 1:3000-

253250 1.7453 1:1831 - 1.7767 1:10000 [26]
AfOpeHoreHiTanbHUn . . . 1:10000-
CUHIPOM 202010 1:7453 - 1:4105 1:7767 1:23000 [27]
ErTeponatuiHui akpo- | 516100 | 17453 - 1:4105 | 17767 1:500000 [28]
aepmaTut
IxTios 146700 . . . . .

308100 1:3890 - 1:2053 1:3884 1:80-1:250 [29]
MonipakTunis 174200 . .

174700 1:3726 - - - 1:7168 [30]
AxoHgponnasis 100800 1:7453 - - - 1:25000 [31]
HesaBepLueHun octeo- 166200
reHes 166210 - 1:3662 - 1:7767 1:10000

Ta iH.

CuHagpom AnbnopTa 301050 . 1:10000-

203780 | 117493 - - - 1:50000 [32]
CwvHpgpom Bikcnepa 207410 1:7453 - - - <1:2500 [33]
g”””po“" Bickorra- 301000 | 1:7453 - - - 1:250000 [34]

napvya

XBopo6a lMpwnpyHra 142623 - - 1:4105 1.7767 1:5000 [35]
Ejf;‘;f;ep“"a""”a ane 305100 - - 1:4105 | 1:7767 1:17000 [36]
MykoBicungos 219700 — — 1:4105 1.7767 1:13476 [37]

lMoka3HMK NOLUNPEHOCTI BPOMLKEHOT KaTapaKT
y €sponi cknagae 1:7874, y CnonyyeHomy Kopo-
niscTBi Benukoi bputanii Ta [MiBHiYHOI Ipnangii —
1:4350, y ®paHuysbkin Pecnybniui — 1:3663 [20],
Togi Ak y 2008 poui y KpacHorpagCbkoMy panoHi
BiH onuncaHun sk 1:2484, y 2015 poui — 1:7767.

Cepep gnta4oro HaceneHHs KpacHorpagacbkoro
panoHy MOLUMPEHICTb NEPBMHHOI BPOLKEHOI rmayKo-
Mu ctaHoBuTb 1:3884, Toai Ak y 3axigHUX KpaiHax
BOHa Bapitoe Big 1:5000 go 1:22000 [21]. Y Yysavwii
Ta PocTtoBcbkin obnacti P® BoHa cknagae 1:33930
Ta 1:176535 [4, 17], ane € HabaraTo Buwow y Kopo-
nisctBi Caygiscbka ApaBisg Ta y uuraH CnosaubKoi
Pecnybnikn — 1:2500 Ta 1:1250 [21].

Henpodibpomatos 1 Tuny 3ycTpivyaeTbcs B
Pi3HMX KpaiHax 3 nowupeHicTio NpmbnmaHo 1:3000
[22], 30okpema, y CLUA Ta CnonyyeHomy Kopornisc-
TBi Benukoi Bputanii Ta TlliBHiYHOI lpnaHgii —
1:3500, y Koponisctsi Weeuia — 1:4600, B ITanin-
cbkin Pecnybniui — 1:6711, y ®iHnaHackbkin Pec-
nybniyi — 1:4436 [38], y PocrtoBcbkin obnacri
P® — 1:8024 [4], y Yysawii — 1:9694 came cepef
ONTSY0ro HaceneHHs [17], Wwo y uinomy signosigae

BCTaHOBMEHOMY MOKa3HUKy Yy KpacHorpagcbkomy
panoHi — 1:7767.

lMowmpeHiCTb HEMPOCEHCOPHOI BTpaTn Cryxy
[OBOCTOPOHHbOI CKnagae y panoHi 1:1295, Ta 3a-
nMaeTbCca HE3MiHHOI ocTaHHi 10 pokiB, 3okpema,
no micty KpacHorpag soHa y 2008 poui cknagana
1:855. Y eBponencbkmx KpaiHax, 3okpema y $PH
uew nokasHuk ctaHosutb 1:833 [23], y MpogHeHCH-
Kin obnacti Pecnybnikn Binopyce — 1:400 [39], y
KipoBcbkii obnacti P — 1:800 [40].

MowmMpeHiCTb BPOMKEHOro rinoTMpeosy Y CBiTi
ouiHoeTbea Big 1:1660 go 1:2828 [25], ogHak HaW-
BMLLIOIO, IMOBIpPHO, BOHA € cepef rpekiB-KinpioTiza —
1:800 [41]. B cepeaHbomy no YKpaiHi Len NoKasHuK
cknagae 6nmsbko 1:4000, 3okpema y 3axigHomy
perioHi BiH konuBaeTbes Big 1:16095 y 3akapnatce-
ki obnacti go 1:3907 y YepHiBeupkivi [42], TOX Y
KpacHorpagcbkomy panoHi BiH Habnwxkaerbcs 40
cepenHboro 3HaveHHs1 Mo kpaiHi — 1:3884.

[MokasHWKM NOLIMPEHOCTiI afpeHoreHiTanbHo-
ro CMHOPOMY Yy cepefHbOMY B CBIiTi CKNagaroTb
1:13000-1:15000 »xunBMX HOBOHAPOKEHMX, NPOTE
BOHW BapitoloTb Big 1:409 cepen eckimociB Oo
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1:67000 HoBOHapomkeHux y liBHIYHIN Amepudi, y
CWA Ta €sponi — 1:10000-1:23000 [27, 43], B
cepenHbomy no YkpaiHi — 1:10000 [44], 3okpema
y KpacHorpagcbkomy panoHi — 1:7767, wo Bigno-
Bigae Takum y €pori.

Y eBponemncbkux KpaiHax NOLWMPEHICTb iXTio3y
B Uinomy cknagae 1:250-1:15500 [45]. Y KpacHor-
pagcbkoMy panoHi BoHa y 2015 poui cknana
1:3905, wo cniBcTaBHO 3 LM MOKA3HUKOM Mo Xap-
KiBCbkii obnacti y 2015 poui (1:5882) Ta no pavo-
Hy y 2008 poui.

MowmpeHicTb He3aBePLLEHOrO OCTEOreHesy y
KpacHorpagcbkoMmy panoHi, 1:7767, He Bigpi3Ha-
€TbCA Big Takol y BiNbIOCTI €BPOMNENCHKUX Kpa-
TH — 1:10000 [31], Toai sk y ®paHuy3bkin Pecnyb-
niuj, ®iHngHacekin Pecny6niui, Pecnybniui lpnan-
pis ta Koponiectei LlBeuis BOHa CTaHOBUTb
1:100000-9:100000.

XBopoba lipwnpyHra y KpacHorpagcbkomy pa-
NOHI NnpeacTtaBneHa sk 1:7767, Wwo cniBCTaBHO 3 LM
nokasHukom y Koponisctsi aHis — 1:5000 [35].

Bigomo, WO nowmpeHicTe MyKoBiCUMOO03Y ce-
pen ocid €BpONENCHLKOrO MOXOMKEHHS CKrnagae
1:2500, cepen adppoamepukaHuies — 1:17000, a
cepen TuX, XTO Mae asiicbke KopiHHa — 1:90000.
BoHa cyTTeBO Bapitoe y pisHMX kpaiHax, 30Kkpema, Y
Pecny6niui lpnarngis — 1:1353, y ®iHnaHacbkin Pec-
nyoniui — 1:25000 [37]. B YkpaiHi nowmpeHicTb mMy-
KoBicLMA03y ouiHoeTbes Y 1:3364 HOBOHAPOAKEHMX
[8], y Hawomy gocnigykeHHi — 1:7767. MykoBicungos
XapakTepusyeTbCs  KNiHIYHUM  noniMopdisMom  Ta
FEHETUYHOK TETEPOreHHICTIO, $Ki  BM3HAYalTbCs
TUMNOM MyTaUii y reHi TpaHCMeMOBpaHHOro perynsiTo-
pHoro Ginka mykosicungody TPEM (CFTR) Ta reHo-
TMnom nauieHta. JocnimkeHo noHag 1800 myTauin y
LbOMY TeHi, Npyu UbOMY cepef, HacerneHHa YKpaiHi
BM3Ha4eHo 23 noro aneni ta 39 pisHnx reHoTunis [8].
Lli ocobnuBoCTi 3axBOpPIOBaHHA CYTTEBO YCKMagHHo-
t0Tb MOrO BUSIBIIEHHS.

P036iKHOCTI Mi>XX MOLUMPEHICTIO OKPEMUX MO-
HoreHHux naTornorii y KpacHorpagcbkoMy panoHi 1
y iHWKX perioHax YkpaiHu Ta nosa ii mexamu, imo-
BipHO, 3YMOBMEHi K reHeTUYHUMU hakTopamu,
30Kpema, CMNEeKTpoOMm MyTauin, reHeTuKo-
AemorpadiyHmumMm  npouecamu, edeKkToM 3acHOB-
HWUKa, iIHGpPUANHroM TOLLO, TakK i nigxogamu Ao giar-
HOCTMKW, AMdEPEHLUINHOI OiarHOCTUKK, a TakKoX
npodinakTMYHMMK 3axogamm.

3a pesynbratamuM MonepeHix AOCHigKeHb,
Ha Hawy AyMKy, NepcneKkTMBHUM HanpsiMOM Mpo-
iNnakTUKM 3pOoCTaHHs OOTSXKEHOCTI HaceneHHs!
CMaZlkoBOI MaTOMNOrielo € BUSABNEHHS 3B’A3KY MiX Ti
nokasHuKamu Ta cTyneHem iHOpuanHry. Tomy 6yno

© pouinbHO BpaxyBaTuM OOCBIA KpaiH 3i 3HAYHUM
piBHEM iHOpUAMHrY, 30kpema, kpaiH [MiBHiYHOT Ad-
pukn, bnwkHeoro Cxony, CepeaHboi Ta iBaeHHOT
Asii, TiBHiYHOT €Bponn, a TakoX IMMIrpaHTCbKMX
yrpynoBaHb Y [MiBHiYHIn Amepuui, €Bponi 1 ABCT-
panii [46—48].

BuBYeHHs cnekTpy i NOWKMPEHOCTi XPOMOCOM-
HUX nopyleHb Yy KpacHorpagcbkomMy parnoHi noka-
3ano, Wwo OOTSXKEHICTb OUTSYOro HaCeneHHs LM
BWUOOM reHeTu4yHol natonorii ctaHoButb 0,13 %,
Lo CMIBCTABHO 3 MOKA3HWKOM MO OCHOBHUX TPUCO-
MisX y 12 eBponencbkux KpaiHax, HaBeOeHUM
M. Loane 3 cniBaBT. — 0,12 % [49]. Pa3om 3 Tum,
B OKpeMMX perioHax, Hanpuknag, PymyHii o6Tsxke-
HICTb XpOMOCOMHOK naTonorito carae 0,55-0,99 %
[50]. MowwupeHictb cuHapomy [ayHa y KpacHor-
paacbkomy panoHi cknana 1:863 (n=9), a no 12
€BpONencbkmx KpaiHax — 1:893 [49]. NowunpeHicTb
cuHgpomy lNpagepa-Binni 3a pesynbTatamm Hawlo-
ro gocnimpkeHHa — 1:7767 (n=1), Toai sk y Kopo-
niectei LBeuis BoHa ctaHoBuTb 1:8333, y EcToH-
cbkinn Pecny6niui — 1:30606, y Cnony4veHomy Ko-
poniscTBi Benukoi bputanii Ta MNiBHi4HOI Ipnanaii —
1:52000, cepen dnamanguiB y Koponisctsi bernb-
ria — 1:76574 [51].

BucHoBKku

lMpoBegeHe OocCnimpKeHHs Mokasano, wo o6-
TSDKEHICTb FrEHETUYHO — MOHOIMEHHOK Ta XPOMO-
COMHOK — naroforieto autavoro HaceneHHsa Kpa-
CHOrpafcbKoro pamoHy XapkiBcbkoi obnacTi ckna-
pae 0,41 %. CnekTp Ta NOLMPEHICTb 9K MOHOreH-
HOI, Tak i XpomMocomHoi natonorii — 0,28 % Ta
0,13 % — cniBcTaBHi 3 Takumu y BinbLIOCTI €BpO-
NencbKMX KpaiH.

Mepenik nitepatypu

1. Genomics and Health in the Developing World / Ed.
D. Kumar. New York: Oxford University Press, 2012.
1536 p. doi: 10.1093/med/9780195374759.001.0001.

2. Emery and Rimoin’s Principles and Practice of
Medical Genetics / Eds.: D. Rimoin, R. Pyeritz,
B. Korf. New York: Academic Press, 2013. 4700 p.

3. Passarge E. Color Atlas of Genetics. New York,
Stuttgart: Thieme Publishers, 2018. 474 p. doi:
10.1055/b-005-148910.

4. Amelina S. S,, Vetrova N. V., Amelina M. A. et al. The
load and diversity of hereditary diseases in four raions
of Rostov oblast. Rus. J. Genet. 2014. Vol. 50, No. 1.
P. 82-90. doi: 10.1134/S1022795414010025.

5. Friis R. H., Sellers T. A. Epidemiology for public
health practice. Burlington, Mass.: Jones & Bartlett
Learning. 2014. 804 p.

6. Rare Disease Registries in Europe. Orphanet Report
Series. 2017. URL: http://www.orpha.net/orphacom/

ISSN 2415-3680 (Online), ISSN 1810-7834 (Print). BicH. Ykp. mos-8a 2eHemukie i cenekuioHepig. 2018, mom 16, Ne 1 55



O. M. ®edoma, FO. O. CadoeHu4eHko, H. B. MoguaH, O. B. KonodsixHuli, P. C. [JommkeHkoea, J1. B. PoweHok...

10.

11.

12.

13.

14.

15.

16.

17.

cahiers/docs/GB/Registries.pdf (nata 3BepHEHHS:
31.03.2018).

Huleyuk N., Tkach I., Zastavna D., Tyrka M. Can
telomere shortening be the main indicator of non-
viable fetus elimination? Molecular Cytogenetics.
2018. Vol. 11: 11. URL: https://www.ncbi.nlm.nih.
gov/pmc/articles/PMC5785879/pdf/13039_2018
_Article_361.pdf (gata 3BepHeHHs: 31.03.2018). doi:
10.1186/s13039-018-0361-9.

Makyx . B. AnropuTmM MOREKynsapHO-reHeTUYHOro
aHanizy mytauin reHa TPBM ansa npaktudHoi giar-
HOCTUKM MyKoBicumao3y. JlabopamopHa diaeHocmu-
ka. 2011. Ne 2 (56). C. 14-19.

Lozynska M. R., Lozynskyy Y. S., Plawski A. et al.
Familial adenomatous polyposis: age of onset and
association with mutations of the APC gene in
patients from West Ukraine. Biopolymers and Cell.
2017. Vol. 33. No. 2. P. 102-115. doi: 10.7124/
bc.000948.

MMiukyp H. O., Onbxosu4y H. B., oposeHko H. TI.
JlizocomHi xBopoOuM HakonuyeHHs B YkpaiHi. BicHUK
npobnem 6ionoeii i meduyuHu. 2017. Bun. 4, 1.2
(140). C. 14-19.

Kravchenko S. A., Nechyporenko M. V., Livshits L. A.
Origin of Dystrophin Gene Deletions in Duchenne and
Becker Muscular Dystrophy Patients from Ukraine.
Cytol. Genet. 2017. Vol. 51. No. 3. P. 185-191. doi:
10.3103/S0095452717030057.

Polinyk S. I., Rybchenko L. A., Klymenko S. V. et al.
Association of genetic polymorphism with the mutation
status of the BRCA1/2 genes in spontaneous breast
cancer. Biopolymers and Cell. 2017. Vol. 33. No. 5.
P. 393-400. doi: 10.7124/bc.000962.

®edoma A. M., Pbixko [1. 1., BopoHyos B. M. u dp.
eHeTVKO-aNnaemmnonornyeckoe nccrnegoBaHve Ha-
ceneHns ManbIX ropoAoB U cen XapbKoBCKon obna-
cTn. MeduyuHa cb0200Hi i 3aempa. 2010. Ne 2-3
(47-48). C. 93-98.

Mpo 3aTBepAXeHHsA neperiky piakicHMX (opdaHHUX)
3axBoptoBaHb: Haka3 M-Ba 0xOpoHM 300poB’a Ykpa-
iHu Big 27.10.2014 Ne 778. OgbiuitiHull 8icHUK Ykpa-
fHU. 2014. Ne 95. Cr. 2755.

Po3nogin nocTinHoro HaceneHHs 3a cTaTTiO Ta BikOM
Ha 1 ciyHa 2016 poky. Ekcnpec-sunyck Big
27.07.2016 Ne 336 / [lepxcrtaTt. [onoBHe ynpagniH-
Hs cTaTucTuku y XapkiBcbkii obnacti. URL: http://
velykoburluk-rda.kh.gov.ua/content/documents/353/
35236/files/eks_chis_post _nas_01_01_16.doc (pa-
Ta 3BepHeHHst: 31.03.2018)».

Baird P. A., Anderson T. W., Newcombe H. B.,
Lowry R. B. Genetic Disorders in Children and
Young Adults: A Population Study. Am. J. Hum. Ge-
net. 1988. Vol. 42, No. 5. P. 677—693.

KpacHos M. B., KpacHoe B. M., CasackuHa E. H. u
Op. dnuagemwmonorus, aTHOTeppUTOpUanbHble, reHe-
TU4eckne ocobeHHOCTU HacneAcTBEeHHbIX bonesHen
y geten Yyeauwickon pecnybnuvku. BecmH. Yysauw.
yH-ma. 2010. Ne 3. C. 119-125.

18.

19.

20.

21.

22.

23.

24,

25.

26.

27.

28.

29.

Lenaers G., Hamel C., Delettre C. et al. Dominant optic
atrophy. Orphanet J. Rare Dis. 2012. Vol. 7, No. 46.
URL: https://ojrd.biomedcentral.com/articles/10.1186/
1750-1172-7-46 (pata 3epHeHHs 31.03.2018). doi:
10.1186/1750-1172-7-46.

Vogt G., Szunyogh M., Czeizel A. E. Birth characte-
ristics of different ocular congenital abnormalities in
Hungary. Ophthalmic Epidemiol. 2006. Vol. 13,
No. 3. P. 159-166. doi: 10.1080/0928658060059
9465.

Sheeladevi S., Lawrenson J. G., Fielder A. R.,
Suttle C. M. Global prevalence of childhood cata-
ract: a systematic review. Eye. 2016. Vol. 30, No. 9.
P. 1160-1169. doi: 10.1038/eye.2016.156.
Sampaolesi R., Zarate J., Sampaolesi J. R. The
Glaucomas. Vol. |. Pediatric Glaucomas. Berlin, Hei-
delberg: Springer, 2009. 486 p. doi: 10.1007/
978-3-540-69146-4.

Sellmer L., Farschtschi S., Marangoni M. et al. Non-
optic glioma in adults and children with neuro-
fibromatosis 1. Orphanet J. Rare Dis. 2017. Vol. 12,
No. 34. URL: https://open.library.ubc.ca/clRcle/
collections/facultyresearchandpublications/52383/
items/1.0342803 (pata 3BepHeHHs: 31.03.2018).
doi: 10.1186/s13023-017-0588-2.

Zahnert T. The Differential Diagnosis of Hearing
Loss. Dtsch. Arztebl. Int. 2011. Vol. 108. No. 25.
P. 433-444. doi: 10.3238/arztebl.2011.0433.

Zerjav Tansek M. Z., Groselj U., Angelkova N. et al.
Phenylketonuria screening and management in
southeastern Europe — survey results from 11
countries. Orphanet J. Rare Dis. 2015. Vol. 10, No. 68.
URL: https://www.ncbi.nlm.nih.gov/pmc/articles/PMC44
51731/pdf/13023_2015_Article_283.pdf (nata 3Bep-
HeHHs1: 31.03.2018). doi: 10.1186/s13023-015-0283-0.
Olivieri A. Epidemiology of Congenital Hypo-
thyroidism. Thyroid Diseases in Childhood / Eds.:
G. Bona, F. De Luca, A. Monzani. Cham: Springer,
2015. P. 53-63. doi: 10.1007/978-3-319-19213-0_6.
Komesiybka A. A. [JoCnigXeHHs1 NoKasHMKIB noLumpe-
HOCTi ophbaHHMX 3axBoptoBaHb B YKpaiHi. CouianbHa
apmauyis: cmaH, npobnemu ma nepcrekmueu: ma-
Tepianu Hayk. cumnosiymy y pamkax VIl Hau. 3'isgy
dapmaueBTiB YkpaiHm (M. XapkiB, 15-16 Bepec.
2016 p.). Xapkis, 2016. C. 29-35.

Wilson R. C., Nimkarn S., Dumic M. et al. Ethnic-
specific distribution of mutations in 716 patients with
congenital adrenal hyperplasia owing to 21-hydro-
xylase deficiency. Mol. Genet. Metab. 2007. Vol. 90,
No. 4. P. 414-421. doi: 10.1016/j.ymgme.2006.12.005.
Azemi M., Berisha M., Kolgeci S. et al. Acro-
dermatitis enteropathica. Med. Arh. 2012. Vol. 66,
No. 2. P. 137-139. doi: 10.5455/medarh.2012.66.
137-139.

Brown S. J., Relton C. L., Liao H. et al. Filaggrin
haploinsufficiency is highly penetrant and is associated
with increased severity of eczema: further delineation
of the skin phenotype in a prospective epidemiological
study of 792 school children. Br. J. Dermatol. 2009.

56

ISSN 2415-3680 (Online), ISSN 1810-7834 (Print). BicH. Ykp. mos-8a 2eHemukig i cenekyioHepis. 2018, mom 16, Ne 1



eHemuko-enidemionoziyHe docnidxeHHs1 dumsiyo2o HaceneHHs1 KpacHoz2padcbko20 palioHy XapKieCbKoi...

30.

31

32.

33.

34.

35.

36.

37.

38.

39.

40.

Vol. 161, No. 4. P.884-889. doi: 10.1111/j.1365-
2133.2009.09339.x.

Materna-Kiryluk A., Jamsheer A., Wisniewska K. et al.
Epidemiology of isolated preaxial polydactyly type I:
Data from the Polish Registry of Congenital Mal-
formations (PRCM). BMC Pediatrics. 2013. Vol. 13,
No. 26. URL: http://mww.biomedcentral.com/1471-24
31/13/26 (naTa 3BepHeHHs: 31.03.2018). doi: 10.1118/
1471-2431-13-26.

Dogba M. J., Rauch F., Douglas E., Bedos C. Impact
of three genetic musculoskeletal diseases: a
comparative synthesis of achondroplasia, Duchenne
muscular dystrophy and osteogenesis imperfecta.
Health and Quality of Life Outcomes. 2014. Vol. 12,
No. 151. URL: https://www.ncbi.nlm.nih.gov/pmc/
articles/PMC4332447/pdf/12955_2014_Article_151.pdf
(mata 3BepHeHHsi: 31.03.2018). doi: 10.1186/s12955-
014-0151-y.

Kruegel J., Rubel D., Gross O. Alport Syndrome —
Insights from basic and clinical research. Nat. Rev.
Nephrol. 2013. Vol. 9, No. 3. P. 170-178. doi:
10.1038/nrneph.2012.259.

Azoury S. C., Reddy S., Shukla V., Deng X.-C.
Fibroblast Growth Factor Receptor 2 (FGFR2)
Mutation Related Syndromic Craniosynostosis. Int.
J. Biol. Sci. 2017. Vol. 13, No. 12. P. 1479-1488.
doi: 10.7150/ijbs.22373.

KocmioueHrko J1. B. Anropntm giarHOCTUKM Ta megu-
YHOrO CynpoBOAdy XBOPWMX Ha cuHApom BickoTa-
Onppwya. [lNepuHamosnoeausi u neduampusi. 2015.
Ne 3 (63). C. 66-70. doi 10.15574/PP.2015.63.66.
Nielsen S. W., Ljungdalh P. M., Nielsen J. Maternal
use of selective serotonin reuptake inhibitors during
pregnancy is associated with Hirschsprung’s disease in
newborns — a nationwide cohort study. Orphanet J.
Rare Dis. 2017. Vol. 12, No. 116. URL: https://mww.
ncbi.nlm.nih.gov/pmc/articles/PMC5477755/pdf/13023
_2017_ Article_ 667.pdf (nata 3sepHeHHs: 31.03.2018).
doi: 10.1186/s13023-017-0667-4.

Trzeciak W. H., Koczorowski R. Molecular basis of
hypohidrotic ectodermal dysplasia: an update.
J. Appl. Genetics. 2016. Vol. 57, No. 1. P. 51-61.
doi: 10.1007/s13353-015-0307-4.

Farrell P. M. The prevalence of cystic fibrosis in the
European Union. J. Cystic Fibrosis. 2008. Vol. 7, No. 5.
P. 450-453. doi: 10.1016/j.jcf.2008.03.007.

Poyhonen M., Kyt6ld S., Leisti J. Epidemiology of
neurofibromatosis type 1 (NF1) in northern Finland.
J. Med. Genet. 2000. Vol. 37, No. 8. P. 632—636.
doi: 10.1136/jmg.37.8.632.

Bliznetz E. A., Martsul D. N., Khorov O. G. Spectrum
of the GJB2 mutations in Belarussian patients with
hearing loss. Findings of pilot genetic screening of
hearing impairment in newborns. Rus. J. Genet.
2014. Vol. 50, No. 2. P. 191-197. doi: 10.1134/
S1022795414020033.

Zinchenko R. A., Osetrova A. A., Sharonova E. |.
Hereditary deafness in Kirov oblast: Estimation of
the incidence rate and DNA diagnosis in children.

41.

42.

43.

44,

45.

46.

47.

48.

49.

50.

51.

Rus. J. Genet. 2012. Vol. 48, No. 4. P. 455-462.
doi: 10.1134/S1022795412030131.

Rastogi M. V., LaFranchi S. H. Congenital hypo-
thyroidism. Orphanet J. Rare Dis. 2010. Vol. 5, No. 17.
URL: https://ojrd.biomedcentral.com/articles/10.1186/
1750-1172-5-17 (pata 3BepHeHHs: 31.03.2018). doi:
10.1186/1750-1172-5-17.

Ocaduyk 3. B., THamedko O. 3., Kiuepa H. I. ma iH.
[OuHamika BUWABMEHHSA BPOMKEHOro rinoTUpeosy y
3axigHnx obnactax Ykpaihm 3a 2006-2009 poku.
XKiHoywud nikap. 2010. Ne 2. C. 38-40.

Al-Jurayyan N. A. M., Osman H. A. The increased
prevalence of congenital adrenal hyperplasia in
Saudi Arabia: the role of consanguinity and multiple
sibling involvement. Eur. J. Res. Med. Sci. 2015.
Vol. 3, No. 1. P. 31-34.

peyvaniHa O. 5., Jlicosuti B. M., Bydpeliko O. A. ma
iH. ADpeHoreHiTanbHMn CUHAPOM Yy LiTen: HeoHaTa-
NBbHUA CKPWHIHF, AiarHOCTMKa i MiKyBaHHSA: MeToA.
pekom. X., 2013. 44 c.

Cykano A. B., Kudko /1. B., Jlazaps E. A. BpoxaeH-
HbIM MXTWMO3 y peTten. MuHck: Benapyc. HaByka,
2013.70c.

Teeuw M. E., Loukili G., Bartels E. A. C. et al.
Consanguineous marriage and reproductive risk:
attitudes and understanding of ethnic groups prac-
tising consanguinity in Western society. Eur. J.
Human Genet. 2014. Vol. 22, No. 4. P. 452-457.
doi: 10.1038/ejhg.2013.167.

Mitchell J. J., Trakadis Y. J., Scriver C. R. Phenyla-
lanine hydroxylase deficiency. Genetics in Medicine.
2011. Vol. 13, No. 8. P. 697-707. doi: 10.1097/
GIM.0b013e3182141b48.

Polvi A., Linturi H., Varilo T. et al. 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. Vol. 34, No.11l. P. 1458-1466. doi:
10.1002/humu.22389.

Loane M., Morris J. K., Addor M. C. et al. 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. Vol. 21, No. 1. P. 527-533. doi: 10.1038/
ejhg.2012.94.

Popa C.-E., Ghiorghitd G. Frequency of congenital
malformations and chromosomal disorders in Bacau
and Vaslui counties (Romania). J. Genet. 2015.
Vol. 94, No. 4. P. 661-668.

Oiglane-Shlik E., Talvik T., Zordania R. et al.
Prevalence of Angelman Syndrome and Prader—
Willi  Syndrome in Estonian Children: Sister
Syndromes Not Equally Represented. Am. J. Hum.
Genet. 2006. Vol. 140A, No. 18. P. 1936-1943. doi:
10.1002/ajmg.a.31423.

ISSN 2415-3680 (Online), ISSN 1810-7834 (Print). BicH. Ykp. mos-8a 2eHemukie i cenekuioHepig. 2018, mom 16, Ne 1 57



O. M. ®edoma, FO. O. CadoeHu4eHko, H. B. MoguaH, O. B. KonodsixHuli, P. C. [JommkeHkoea, J1. B. PoweHok...

References

14.

On approval of list of rare (orphan) diseases: Order
of Ministry of Healthcare of Ukraine 27.10.2014

1. Genomics and Health in the Developing World / Ed. No. 778. Official bulletin of Ukraine. 2014. No. 95.
D. Kumar. New York: Oxford University Press, 2012. Art. 2755 [Ukrainian].

1536 p. doi: 10.1093/med/9780195374759.001.0001. 15. Rozpodil postiinoho naselennia za stattiu ta vikom

2. Emery and Rimoin’s Principles and Practice of na 1 sichnia 2016 roku. Ekspres-vypusk vid
Medical Genetics / Eds.. D. Rimoin, R.Pyeritz, 27.07.2016 Ne 336 / Derzhstat. Holovne upraviinnia
B. Korf. New York: Academic Press, 2013. 4700 p. statystyky u Kharkivskii oblasti. URL: http:/

3. Passarg? E. Color Atlas of Genetics. New York',. velykoburluk-rda.kh.gov.ua/content/documents/353/
Stuttgart: George Thieme Verlag, 2018. 474 p. doi: 35236/files/eks_chis_post_nas_01_01_16.doc (Last
10-10_55/ b-005-148910. . accessed: 31.03.2018) [Ukrainian].

4. Amelina S. S., Vetrova N. V., Amelina M. A. et al. 16. Baird P. A.. Anderson T. W.. Newcombe H. B.
The load and diversity of hereditary diseases in four Lowry R. B. Genetic Disorders in Children and
raions of Rostov oblast. Rus. J. Genet. 2014. Young Adults: A Population Study. Am. J. Hum.
Vol. 50, No. 1. P. 82-90. doi: 10.1134/S1022795414 Genet. 1988. Vol. 42. No. 5. P. 677—693.

01,(_)025- . . . 17. Krasnov M. V., Krasnov V. M., Savaskina E. N. et al.

5. Friis R. H., Sellers T. A. Epidemiology for public Epidemiology, ethnoterritorial, genetic features of
health practice. Burlington, Mass.: Jones & Bartlett some congenital diseases of the Chuvash Republic
Learning. 2014. 804 p. children. Vestnik Chuvashskogo universiteta. 2010.

6. Rare Disease Registries in Europe. Orphanet Report Vol. 3. P. 119-125 [Russian].

Series. 2017. URL: http://www.orpha.net/orpha 18. Lenaers G., Hamel C., Delettre C. et al. Dominant
com/cahiers/docs/GB/Registries.pdf (Last accessed: optic atrophy. Orphanet J. Rare Dis. 2012. Vol. 7
31.03.2018). No. 46. URL: https://ojrd.biomedcentral.com/articles/

7. Huleyuk N., Tkach I., Zastavna D., Tyrka M. Can 10.1186/1750-1172-7-46 (Last accessed: 31.03.
telomere shortening be the main indicator of non- 2018). doi: 10.1186/1750-1172-7-46.
viable fetus elimination? Molecular Cytogenetics. 19. Vogt G., Szunyogh M., Czeizel A. E. Birth chara-
2018. Vol. 11: 11. URL: https://www.ncbi.nlm.nih. cteristics of different ocular congenital abnormalities in
gov/pmc/artlcles/PM05785879/pdf/13039_2018 . Hungary. Ophthalmic Epidemiol. 2006. Vol. 13, No. 3.
_ Artlcle_361.pdf (Last assesed: 31032018) doi: P. 159-166. doi: 10.1080/09286580600599465.
10-1186/313039'018',0361‘9 ) 20. Sheeladevi S., Lawrenson J. G., Fielder A. R.,

8. Makukh H. V. Algorithm of CFTR gene mutations Suttle C. M. Global prevalence of childhood cata-
molecular-genetic ~ analysis for ~ cystic fibrosis ract: a systematic review. Eye. 2016. Vol. 30, No. 9.
practical diagnosis. Laboratory diagnostics. 2011. P. 1160-1169. doi: 10.1038/eye.2016.156.

No. 2 (56). P. 14-19. [Ukrainian] _ 21. Sampaolesi R., Zarate J., Sampaolesi J. R. The

9. Lozynska M. R., Lozynskyy Y. S., Plawski A. et al. Glaucomas. Vol. I. Pediatric Glaucomas. Berlin,
Familial adenomatous polyposis: age of onset and Heidelberg: Springer, 2009. 486 p. doi: 10.1007/
association with mutations of the APC gene in 978-3-540-69146-4.
patients from West Ukraine. Biopolymers and Cell. 22. Sellmer L., Farschtschi S., Marangoni M. Non-optic
2017. Vol. 33. No. 2. P. 102-115. doi: 10.7124/ glioma in adults and children with neurofibromatosis 1.
bc.000948. _ Orphanet J. Rare Dis. 2017. Vol. 12, No. 34. URL:

10. Pichkur N. A., Olkhovich N. V., Gorovenko N. G. https://open.library.ubc.ca/cIRcle/collections/facultyre
Lysosomal storage disease in Ukraine. Bulletin of searchandpublications/52383/items/1.0342803  (Last
problems in Biology and Medicine. 2017. lIss. 4, accessed: 31.03.2018). doi: 10.1186/s13023-017-
Vol. 2 (140). P. 14-19. [Ukrainian] 0588-2.

11. Kravchenko S. A., Nechyporenko M. V., Liv- 23. Zahnert T. The Differential Diagnosis of Hearing
shits L. A. Origin of Dystrophin Gene Deletions in Loss. Dtsch. Arztebl. Int. 2011. Vol. 108. No. 25.
Duchenne and Becker Muscular Dystrophy Patients P. 433-444. doi: 10.3238/arztebl.2011.0433.
from Ukraine. _(IZytoI. Genet. 2017. Vol. 51. No. 3. 24. Zerjav Tansek M. Z., Groselj U., Angelkova N. et al.
P. 1_85_191- doi: 10.3103/S0095452717030057. Phenylketonuria screening and management in

12. Polinyk S. I., Rybchenko L. A., Klymenko S. V. et al. southeastern Europe — survey results from 11
Association of genetic polymorphism with the countries. Orphanet J. Rare Dis. 2015. Vol. 10,
mutation status of the BRCAL/2 genes in No. 68. URL: https://www.ncbi.nlm.nih.gov/pmc/artic
spontaneous breast cancer. Biopolymers and Cell. lesSlPMC4 ~ 451731/pdf/13023_2015_Article_283.pdf
2017. Vol. 33. No. 5. P. 393-400. doi: 10.7124/ (Last accessed: 31.03.2018). doi: 10.1186/s13023-
bc.000962. 015-0283-0.

13. Fedota A. M., Ryzhko P. P., Vorontsov V. M. et al. 25. Olivieri A. Epidemiology of Congenital Hypo-
Genetic-epidemiological study of small urban and thyroidism. Thyroid Diseases in Childhood / Eds.:
rural populations in Kharkov region. Medytsyna G. Bona, F. De Luca, A. Monzani. Cham: Springer,
sohodni I zavira. 2010. No. 2-3 (47-48). P. 93-98 2015. P. 53-63. doi: 10.1007/978-3-319-19213-0_6.
[Russian]. -

58 ISSN 2415-3680 (Online), ISSN 1810-7834 (Print). BicH. Ykp. mos-8a 2eHemukig i cenekyioHepis. 2018, mom 16, Ne 1


http://velykoburluk-rda.kh.gov.ua/content/documents/353/35236/files/eks_chis_post_nas_01_01_16.doc
http://velykoburluk-rda.kh.gov.ua/content/documents/353/35236/files/eks_chis_post_nas_01_01_16.doc
http://velykoburluk-rda.kh.gov.ua/content/documents/353/35236/files/eks_chis_post_nas_01_01_16.doc

eHemuko-enidemionoziyHe docnidxeHHs1 dumsiyo2o HaceneHHs1 KpacHoz2padcbko20 palioHy XapKieCbKoi...

26.

27.

28.

29.

30.

31.

32.

33.

34.

35.

Kotvitska A. A., Cherkashyna A. V. Research of the
prevalence indicators of orphan diseases in Ukraine.
Sotsialna farmatsiia: stan, problem ta perspektyvy:
materialy nauk. sympoziumu u ramkakh VIII Nats.
Z'izdu farmatsevtiv Ukrainy (Kharkiv, 15-16 veresnya
2016). Kharkiv, 2016. P. 29-35. [Ukrainian]

Wilson R. C., Nimkarn S., Dumic M. et al. Ethnic-
specific distribution of mutations in 716 patients with
congenital adrenal hyperplasia owing to 21-hydro-
xylase deficiency. Mol. Genet. Metab. 2007. Vol. 90,
No. 4. P. 414-421. doi: 10.1016/j.ymgme.2006.12.005.
Azemi M., Berisha M., Kolgeci S. et al. Acro-
dermatitis enteropathica. Med. Arh. 2012. Vol. 66,
No. 2. P. 137-139. doi: 10.5455/medarh.2012.66.137-
139.

Brown S. J., Relton C. L., Liao H. et al. Filaggrin
haploinsufficiency is highly penetrant and is
associated with increased severity of eczema:
further delineation of the skin phenotype in a
prospective epidemiological study of 792 school
children. Br. J. Dermatol. 2009. Vol. 161, No. 4.
P. 884-889. doi: 10.1111/j.1365-2133.2009.09339.x.
Materna-Kiryluk A., Jamsheer A., Wisniewska K. et
al. Epidemiology of isolated preaxial polydactyly
type I: Data from the Polish Registry of Congenital
Malformations (PRCM). BMC Pediatrics. 2013.
Vol. 13, No. 26. URL: http://www.biomedcentral.com/
1471-2431/13/26 (Last accessed: 31.03.2018). doi:
10.1118/1471-2431-13-26.

Dogba M. J., Rauch F., Douglas E., Bedos C.
Impact of three genetic musculoskeletal diseases: a
comparative synthesis of achondroplasia, Duchenne
muscular dystrophy and osteogenesis imperfect.
Health and Quality of Life Outcomes. 2014. Vol. 12,
No. 151. URL: https://www.ncbi.nlm.nih.gov/pmc/
articles/PMC4332447/pdf/12955_2014_Article_151.pdf
(Last accessed: 31.03.2018). doi: 10.1186/s12955-
014-0151-y.

Kruegel J., Rubel D., Gross O. Alport Syndrome —
Insights from basic and clinical research. Nat. Rev.
Nephrol. 2013. Vol. 9, No. 3. P. 170-178. doi:
10.1038/nrneph.2012.259.

Azoury S. C., Reddy S., Shukla V., Deng X.-C. Fi-
broblast Growth Factor Receptor 2 (FGFR2) Muta-
tion Related Syndromic Craniosynostosis. Int. J. Bi-
ol. Sci. 2017. Vol. 13, No. 12. P. 1479-1488. doi:
10.7150/ijbs.22373.

Kostyuchenko L. V. Diagnostic algorithm and medical
support of patients with Wiskott-Aldrich syndrome.
Perinatologiya i Pediatriya. 2015. No. 3 (63). P. 66-70;
doi 10.15574/PP.2015.63.66. [Ukrainian]

Nielsen S. W., Ljungdalh P. M., Nielsen J. Maternal
use of selective serotonin reuptake inhibitors during
pregnancy is associated with Hirschsprung’s
disease in newborns — a nationwide cohort study.
Orphanet J. Rare Dis. 2017. Vol. 12, No. 116. URL:
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC5477
755/pdf/13023_2017_ Article_667.pdf (Last acces-
sed: 31.03.2018). doi: 10.1186/s13023-017-0667-4.

36.

37.

38.

39.

40.

41.

42.

43.

44,

45.

46.

47.

48.

Trzeciak W. H., Koczorowski R. Molecular basis of
hypohidrotic ectodermal dysplasia: an update.
J. Appl. Genetics. 2016. Vol. 57, No. 1. P. 51-61.
doi: 10.1007/s13353-015-0307-4.

Farrell P. M. The prevalence of cystic fibrosis in the
European Union. J. Cystic Fibrosis. 2008. Vol. 7,
No. 5. P. 450-453. doi: 10.1016/.jcf.2008.03.007.
Poyhonen M., Kytéld S., Leisti J. Epidemiology of
neurofibromatosis type 1 (NF1) in northern Finland.
J. Med. Genet. 2000. Vol. 37, No. 8. P. 632—-636.
doi: 10.1136/jmg.37.8.632.

Bliznetz E. A., Martsul D. N., Khorov O. G. Spectrum
of the GJB2 mutations in Belarussian patients with
hearing loss. Findings of pilot genetic screening of
hearing impairment in newborns. Rus. J. Genet.
2014. Vol. 50, No. 2. P. 191-197. doi: 10.1134/
S1022795414020033.

Zinchenko R. A., Osetrova A. A., Sharonova E. |.
Hereditary deafness in Kirov oblast: Estimation of
the incidence rate and DNA diagnosis in children.
Rus. J. Genet. 2012. Vol. 48, No. 4. P. 455-462.
doi: 10.1134/S1022795412030131.

Rastogi M. V., LaFranchi S. H. Congenital hypo-
thyroidism. Orphanet J. Rare Dis. 2010. Vol. 5, No. 17.
URL: https://ojrd.biomedcentral.com/articles/10.1186/
1750-1172-5-17 (Last accessed: 31.03.2018).
Osadchuk Z. V., Hnateiko O. Z., Kitsera N. I. et al.
Dynamika vyiavlennia vrodzhenoho hipotyreozu u
Zakhidnykh oblastiakh Ukrainy za 2006—2009 roky.
Zhinochyi likar. 2010. No. 2. P. 38-40. [Ukrainian]
Al-Jurayyan N. A. M., Osman H. A. The increased
prevalence of congenital adrenal hyperplasia in
Saudi Arabia: the role of consanguinity and multiple
sibling involvement. Eur. J. Res. Med. Sci. 2015.
Vol. 3, No. 1. P. 31-34.

Grechanina O. Ya., Lisovyi V. M., Budreiko O. A. et
al. Adrenohenitalnyi syndrom u ditei: neonatalnyi
skryninh, diahnostyka i likuvannia: metod. rekom.
Kharkiv: 2013. 44 p. [Ukrainian]

Sukalo A. V., Zhidko L. B., Lazar E. A. Vrozhdennyj
ihtioz u detej. Minsk: Belarus. navuka, 2013. 70 p.
[Russian]

Teeuw M. E., Loukili G., Bartels E. A. C. et al.
Consanguineous marriage and reproductive risk:
attitudes and understanding of ethnic groups prac-
tising consanguinity in Western society. Eur. J.
Human Genet. 2014. Vol. 22, No. 4. P. 452-457.
doi: 10.1038/ejhg.2013.167.

Mitchell J. J., Trakadis Y. J., Scriver C. R.
Phenylalanine hydroxylase deficiency. Genetics in
Medicine. 2011. Vol. 13, No. 8. P. 697-707. doi:
10.1097/GIM.0b013e3182141b48.

Polvi A., Linturi H., Varilo T. et al. 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. Vol. 34, No. 11.
P. 1458-1466. doi: 10.1002/humu.22389.

ISSN 2415-3680 (Online), ISSN 1810-7834 (Print). BicH. Ykp. mos-8a 2eHemukie i cenekuioHepig. 2018, mom 16, Ne 1 59



O. M. ®edoma, FO. O. CadoeHu4eHko, H. B. MoguaH, O. B. KonodsixHuli, P. C. [JommkeHkoea, J1. B. PoweHok...

49. Loane M., Morris J. K., Addor M. C. et al. 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. Vol. 21, No. 1. P. 527-533. doi: 10.1038/ejhg.
2012.94.

50. Popa C.-E., Ghiorghitd G. Frequency of congenital
malformations and chromosomal disorders in Bacau
and Vaslui counties (Romania). J. Genet. 2015.
Vol. 94, No. 4. P. 661-668..

51. Oiglane-Shlik E., Talvik T., Zordania R. et al.
Prevalence of Angelman Syndrome and Prader —
Willi Syndrome in Estonian Children: Sister Syndro-
mes Not Equally Represented. Am. J. Hum. Genet.
2006. Vol. 140A, No. 18. P. 1936-1943. doi:
10.1002/ajmg.a.31423.

lpedcmaeneHo /1. J1. Jlykaw
Haditwna 7.05.2018

GENETIC-EPIDEMIOLOGICAL STUDY
OF PEDIATRIC POPULATION

OF KRASNOHRAD DISTRICT

OF KHARKIV REGION

O. M. Fedota', Yu. O. Sadovnychenko™?,
N. V. Movchan®, O. V. Kolodiazhnyi®,
R. S. Dolzhenkova®, L. V. Roshchenyuk®, 1. M. Kasian®

V. N. Karazin Kharkiv National University
Ukraine, 61022, Kharkiv, Svobody sq., 4
e-mail: amsfedota@gmail.com

Kharkiv National Medical University
Ukraine, 61022, Kharkiv, Nauki ave., 4
e-mail: sadovnychenko@gmail.com

3Communal Enterprise of Health Care
«Krasnohrad Central District Hospital»

Ukraine, 63304, Kharkiv region,
Krasnohrad, Schindler str., 87
e-mail: krgrcrl@ukr.net

*Communal Enterprise of Health Care

«Regional Clinical Dispensary for Skin

and Venereal Diseases No. 1»

Ukraine, 61052, Kharkov, Blahovishchenska str., 17
e-mail: okkvd1@ukr.net

Aim. Study of genetic pathology burden, both mono-
genic and chromosomal, of pediatric population of
Krasnohrad district of Kharkiv region. Methods.
Epidemiological and clinical-genealogical methods have
been used. The information on 252 patients aged 0-—
17 years from all major sources of their registration has
been analyzed. Results. The monogenic pathology
burden of pediatric population was 0.28 %, chromosomal
disorders burden — 0.13 %, 0.41 % in total. There were
14 nosological forms of single-gene diseases, the most
common ones were sensorineural hearing loss (1:1295),
congenital glaucoma (1:3884), congenital hypothyroi-
dism (1:3884), ichthyosis (1:3884). For the past ten
years there was a change in the spectrum of single-gene
pathology in pediatric population of Krasnohrad district.
Chromosomal abnormalities in the area were repre-
sented by Down syndrome (1:868) and Prader-Willi
syndrome (1:7767). Conclusions. The genetic patho-
logy burden of the pediatric population of the Krasnohrad
district of Kharkiv region, the spectrum of monogenic
and chromosomal pathology, and prevalence of their
individual nosological forms are comparable to those in
most European countries.

Keywords: genetic pathology, prevalence, single-gene
diseases, chromosomal disorders, Kharkiv region.
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