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(34 GENETIC INITIATIVE: HEWPOPO3BUTOK. TeHeTuka Ta
HEMPOPO3BUTOK:  MiKOUCUMNMiHApPHI  nigxognm OO0  OiarHOCTUKM,
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36ipHuK Te3 BceykpaiHCbKOI HAyKOBO-NPaKTUYHOT KOHGEePEHUiT 3 MibKHapOaHOH
yyacTio «Genetic Initiative: Henpopossutok», wo Bigbynacsa 17-18 xoBTHa 2025
POKY, NPeacCTaBnsie akTyasnbHi pes3ynbTaTu KOMMMEKCHOro MiXAUCLUNIIiHapHOro
AOCNipKeHHsT npobnemM HeMpopo3BUTKY Yy AiTen. BugaHHA OXONSOeE  KIHYoBI
HaNPAMKM Cy4aCHOT MeOULMHN Ta KOPEKLINHOI neaaroriku.

MaTepianu KoH(epeHUil NPUCBSYEHI LMPOKOMY CNEKTPY TEM, BKIIHOHYaO4M
AiarHocTnyHI MmoxnmeocTi NGS-naHenen, metaboniyHy NaTonorito, UMTOreHeTUKy, a
TakoXX OCOOGNMMBOCTI  300pOB’S  OiTEN, HAPOMKEHWX  NiCns  AOMOMDKHUX
penPoOayKTUBHUX TEXHOSOrN. YBary npuaineHo cknagHum Bunagkam 3 HEBPOJIOril,
3okpema cvHagpomMam gediumty Binkis-TpaHcnopTepiB, reHeTUYHO AeTepMiHOBaHUM
eninenTM4HMM  eHuedpanonaTiaMm,  [iarHoCTUYHOMY — MOWYyKy Ta  Tepanii
dpapmMakope3nCTEHTHUX eninencin. Takox po3rnaHyTo ponb MPT y giarHocTtuudi Ta
0COBMMBOCTI HEMPOPO3BUTKY NepeavacHo HapomkeHux Aiten. Okpema 4acTuHa
npucesdeHa MeguuuHi CHy Ta Hewnpodisionorii, ae obrosoptoBanaca 6esneka
AUTSYOro CHy, B3aEMHUIM BMMUB CHY, eninencil Ta KorHiyil, a TakoXx 3HadveHHs EET -
NaTepHiB CHy sk BioMapkepa HEMPOPO3BUTKY, 30KPpEMa B YMOBAX BOEHHOIO 4acy.
BugaHHa MicTUTb aHania noBediHKOBUX (EeHOTMNIB MpU PIOKICHUX TEeHEeTUYHUX
cuHgpomax, acnektie doapmakoTepanii rinepaktuBHocTi npn PAC i POYI, a Takox
MUTAHHSA KOPEKLUIMHOI pobOTK, BKMAOYAKOYM MOPYLUEHHS XapyyBaHHS Yy AiTen 3
po3nagamMn MOBIIEHHS Ta OpraHisauito HaBYanbHOro nNpolecy Ansa giten 3 ayTuaMoMm.
OcobnuBa yBara npugineHa anroputmam poboTUM MNEPBUHHOT NaHKM MEeANYHOT
Aoromorn 3 AiTbMKM, SKi CTpaXZatlTb Ha 3aTPUMKY pPO3BUTKY, Ta MNUTAHHAM
BaKkumMHauil. MaTepiann BKMNOYaOTb OMUC CKNagHMUX KITiHIYHMX BUNAAKIB PiaKICHMX
CUHOPOMIB, LLIO 4EMOHCTPYOTb MKOUCUMNSIHAPHUIA Nigxig 00 4iarHOCTUKW.

BuaoaHHs € kopncHuM gns nikapiB-reHeTuKiB, HEBPOSOriB, NcuxiaTpis, nediaTpis,
HeoHaTonoriB, daxiBLUiB KOPeKUiNHOI nefaroriku, HayKoBLIB Ta CTYOEHTIB, SKi
npauloTb Y Ccdepi OXOPOHU 3O0POB’'S AiTerm Ta AOCNiAKYHTb npobnemu
HEVWPOPO3BUTKY.
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HAYKOBO-TNPAKTUYHA KOH®EPEHLIA 3
MDKHAPOOHOIO YHACTIO
«GENETIC INITIATIVE: HEUPOPO3BUTOK»

Hdata: 17-18 xoBTHSA 2025
Popmar: online

MPOIrPAMA
17 )xoemHs1 2025

10:00-
10:20

Bigkputra.
BiTanbHe cnoeo.

OMmutpo MuknteHko

A.mMef.H., npodpecop, nikap-reHeTuK,

KepiBHUK [€HEeTMYHOro LIeHTPY MaTepuHCTBa Ta
AVUTUHCTBa npodpecopa MuknteHka,

Mpodbecop kaenpu disznyHoI Tepanil,
MixkHapogHUN HayKOBO-TEXHIYHUIN YHIBEPCUTET
iMeHi akagewmika HOpia byras

Irop MapueHKOBCbKUM

KaH4. Me[. Hayk, nikap-ncuxiatp gUTa4unn,
3aBifyBaud Bigginy HaykoBuX SOCNIOXeHb

Y «lHcTuTyT cygoBoi ncuxiatpii MO3 YkpaiHuy,
nikap-ncuxiatp guTa4mn LleHTpy MeHTanbHOro
3popos’a HOCJ1 «Oxmatant» MO3 Ykpainum
OnekcaHpgpa 3iH4YeHKo

noronen, KOPeKUiNHUIA negaror, 3acCHOBHULSA
Mepexi fioronegnyHO-KOPEKLINHNX LEHTPIB

O. 3iHyeHKOo, cniB3acHOBHUUA Acouialii
noroneais YkpaiHu

Onis ToBkec

noronen, NignpuemMnus, BlacHUUA LEHTPY
KOpeKLiT MOBNEHHS, cniB3acHOBHULUA Acouiauil
noroneais YkpaiHu

Hapis KocTiokoBa

K.Mef.H., Nnpe3naeHTka €BponencLKol acouiauii
MeanumHN cHy Ta Henpodisionorii (ESMANA)
HaykoBui cniBpobiTHUK nnabopatopii ANTA40oro
CHY, KniHika BecTtbpaHaepbypr

Jlikapka (pyHKUiOHaNbHOI A4iarHOCTUKN, ONTSAYUN
HEBPOJIOr, HeoHaTonor
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10:20- Cekuis MeHeTUKN
13:00 Mopgepatop: Amumpo MukumeHko
10:20- Kanengockon |OMutpo MukuteHko
10:40 reHeTUYHUX |4.Meq.H., npodpecop, fikap-reHeTuK, KepiBHUK
TecTiB: [eHeTUYHOro LeHTpY MaTepPUHCTBA Ta OUTUHCTBA
AiarHocTUYHi  |npodecopa MukMTeHka
moxxnusocTi VS |[1podgecop kadenpu isndHoi Tepanii,
3anBuu BUGIp |MixHapogHMin HAyKOBO-TEXHIYHUI YHIBEPCUTET
iMeHi akagewmika KOpia byrag
10:40- MeTtaboniyHa |Hatania CamoHeHKoO
11:00 naTtosnoria 3 3aBigyBadka LleHTpy opdraHHMX 3axBOptoBaHb Ta
BiAacyTHicTiO |reHHol Tepanii, HACJT «OxmatanTy,
MapKepiB MQOS YkpaiHu
MeTaboniyHux
nopylueHb
11:00- | BnacHun pocsia [HaTtanis OnbxoBu4
11:20 BMKOPUCTaHHA |3aBigyBayka naboparopielo MeAnYHOT reHeTuKH,
-naHeneu 3 HOCI «OxmatanTt»
MeTOoHo
AlarHoCTUKM
Aiten 3
po3nagamu
HEeNpPO3BUTKY
11:20- ®PetanbHi Ta |308 Poccoxa
11:40 MaTepUHCbKi |3aBigyBadvka EkcrnepTHo-aHaniTM4HoOro
MiDKreHHi MEONYHOro LEHTPY MONEKYNAPHOI reHEeTUKN
B3aemopiiy |YHiBepcutetcbka nikapHa HYO3 YkpaiHu
reHeTMYHoMy |imeHi I1. J1. llynnka
KOHTpoOni
TpaHcnopTy
c¢donariB Ta ix
ponb y
cdopmMyBaHHi
HepBOBOI

cuncremMmm OUTUHU
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11:40- MNeHeTUKO- MMropmuna TypoBa
12:00 MetaboniuHi |MD, Ph.D., goueHT kadenpw KkniHivyHoI Ta
natepHu ncuxo- |fiabopaTtopHOI iMyHonorii, aneprosiorii Ta
HeBPOSOriYHOI |Mean4yHoi reHeTuku, HMY im. Boromonbus
narorsoril. [MpakTukyoya nikapka BULLOT KaTeropil,
[iarHOCTUYHIi |HaykoBUUSA
anropuTMu Ta
KNiHiYHI
MapLIpyTH
12:00- |UwuToreHetuka Ta [lOnis NoHTap
12:20 HeBpornoriyHi |PhD, reHeTuk, 3aBigyBayka giarHOCTUYHOI
naronorii y naboparopil
Aiten: cyyacHun [ TOB «MegnyHmumn ueHTp IFP»
CTaH Ta
nepcnekTuBu
12:20- PuU3uku umn Bonogumup Kotnik
12:40 HaaMipHi K.M.H., aKyLuep-riHekonor-penpogyKToror,
noGolBaHHA? |NepLmni 3aCTYNHUK reHepanbHOro AMpeKkTopa
3aopoB’a aiten, |MegnuHnn ueHtp «Matm Ta AutuHa»
HapoOMKEeHUX
nicns
AOMNOMIXKHUX
penpoayKTUBHUX
TeXHONOriNn
12:40- 06 . . .
roBopeHHs. lliaBeaeHHA nigcyMKiB cecii
13:00
13:00- Cekuia Hesponoril
15:20 MopaepaTtop: OkcaHa Ha3sap
13:00- AiarHocTMyHuMn |FanunHa ®PepyLluka
13:20 nowyk Ta niabip [nikap-Hesponor antaymi, PhD,

Tepanii npu
capmako-
Pe3UCTEeHTHUX
eninenciax y
AiTen paHHbOro
BiKYy: KniHi4Hi
Bunagku HAOCII
«OxmaTouT»
MO3 YkpaiHu

BiA4INEHHA ANUTAYOI HEBPOSOril, KNiHIYHOT
Henpodisionoril Ta po3naaiB NCUXikn
OHMN «HOCIT «OXMATONT» MO3 YkpaiHu»
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13:20- | Bigp HeBugumoro |Hatanis NsAHTKOBCbKa
13:40 A0 BUMiplOBa- |K.M.H., fikap-HeBposor, ANTA4YNN HEBPONOT,
Horo: ponb MPT |reHeTuk
3 TpakTorpadiero
y oiten 3
npoonemamu
HEeUpPOpPO3BIiTKY
13:40- | Hempopo3Butok | TeTaHa 3HaMeHCbKa
14:00 nepepyacHo |4yneH-kopecnoHaeHT HAMH Ykpaidu, npodecop,
HapoaxeHux |[pe3naeHT Acouiauil HeoHaTonoriB YKpaiHu,
aiTen: 3aCTyMHULS reHeparibHOro gMpekropa 3
ocoGnuBoOCTI Ta |NepuHaTanbHOI MEAULMHW, MEHEOXKMEHTY Ta
MOXNMBOCTI  |iHHOBALINHOIO po3BUTKY LieHTpy
Kopekuii Onbra BopobinoBa
nopyweHb NPOBIAHUI HAayKOBUIM CMiBPOBITHUK Bia4ifIeHHA
HeoHaTonoril, npodecop
TetaHa NonoTa
3aBigyBayka BigaineHHs peabinitauil giten go 3-
X POKIB 3 OpraHiyHUM ypaKeHHsM HepBOBOI
CUCTEMUN Ta KATAMHECTUYHUM CMOCTEPEXKEHHSM,
Y «BceykpaiHCbkuin LeHTp MaTepUHCTBA Ta
antuHctea HAMH YkpaiHu»
14:00- FeHeTn4HO BepoHika JleTnyeBcbKa
14:20 AeTepMiHOBaHI |nikap-HEBPONOr ANTAYUI, BiaAINEHHS AUTAYO0l1
eninenTUYHi  |Henpoxipyprii Ta KabiHET KOMMNEKCHOro
eHuecdbanonaTil |MOHITOpUHry 3 nabopatopieto cHy, BMJIBMHLO
po3BuTtky T1a ix |HACJT «Oxmatanty»; MeguvyHuin LeHTpP
AncpepeHuinHa |«[JobpobyT»
AiarHocTUKa
14:20- | CnapkoBi nopy- |OkcaHa Hasap
14:40 lWeHHA MeTabo- |3aBigyBadvka kadeapw negiatpii, ANTA4OI
Ni3My: OCHOBHI |HeBponorii Ta meanyHol peabinitauii HYO3
KRiHiYHi KpuTepil | Ykpainu imeHi 1. J1. lynuka; nikap-HeBponor
ANIA BYaCHOro |AUTSYUI, K.MeL.H., OOLEHT, YneH €BpOnencbkoro
CKepyBaHHA Ao |ToBapucTBa antadmx Hesporsorie (EPNS),
reHeTUKa HauioHanbHUIN KoopanHaTop €BPONENCHLKOI
akagemii gutadoi iHeanigHocTi (EACD) B YkpaiHi
14:40- CuHgpomu OnekcaHap MipolwHikoB
15:00 |AediunTy 6inkiB-|oMTa4nin HeBporor, y4eHuit cekpetap Y
TpaHcnopTepiB |«BceykpaiHCbKNIN LEHTP MaTepUHCTBA
Ta gutuHctea HAMH Ykpainuy, O.meq.Hayk,
cTapLmm gocnigHuk
15:00- 06 Mi : .
15:20 roBOpPEeHHA. 1liABeAeHHA NIACYMKIB CecCll
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15:20- CeKuis KopeKLinHoi po6oTn
17:20 MopepaTopu: OnekcaHopa 3iHueHko, FOnis Toekec
15:20- Ocob6nuBocTti |OnekcaHapa 3iHYEHKO
15:40 MOBJIEHHEBOIO |rorones, KopekuinHuimm negaror, 3aCHOBHULS
Ta KOrHITUBHOIO |MepeXi NoroneanyHo-KopeKkLinHNX LLeHTpIB
po3BUTKY aiten |O. 3iH4eHKo, cniB3acHOBHMLUS AcouiaLii
i3 reHeTUYHUMM |noronesis YkpaiHu
cuHapomamu:
AiarHocTuka m
LUNAXU KOpeKLil
15:40- MopyweHHa |kOnia ToBkec
16:00 XapyyBaHHA y |noroneg, nignpuemMunus, BNnacHUUS LIEHTPY
aiten 3 KOpeKLiT MOBNEHHS, cniB3acHoBHULUA Acouiauil
po3nagamu noroneais YkpaiHu
MOBJIEHHS
16:00- OpraHizauisn Onbra MaBpunoBa
16:20 HaB4YanbHOro |noronen, AedeKTosor, YeHKnHS Acouiauii
npouecy y noroneais YkpaiHW, BNacHULSA KOPEeKLiNnHNX
3aKnapax ocBiTU |LeHTpiB «Lunax», M. Kni
ans piten 3
ayTU3MOM
16:20- Ontava AnboHa AHOXiHa
16:40 MOBJIEHHEBA |noroneq, kaH4. ned. Hayk, YneHkuHa Acouiauii
aucnpakcia:  |[noronedis YkpaiHu
ocoonuBocCTi
MOBJIEHHSA Ta
OCHOBHI
HanpsamMmu
DiarHOCTUKM i
KOopeKuil
16:40- PenpeseHTauia |[xoaHHa Mypag
17:00 |Tina npwu po3snaai| ncuxoMoTopHa TepanesTka, PhD, gocnigHuus
aytTuctTuyHoro |®dakynbeTeT peabiniTauinHmMx Hayk, FaccensTCbKni
CneKTpy yHiBEpCUTET
17:00-
17:20 O6roBopeHHs. MiaBeneHHs NiacymKiB cecil
17:20-
18:00 Auckycia i Kn4oBi NigCYMKU NepLioro AHsA
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18 )xoemHs1 2025
11:00- Cekuisi nepBUHHOI NaHKM MeANYHOI AONOMOru
12:20 Mogepatop: AHHa ['yma
11:00- | Anroputmu po6otn | AHHa N'yma
11:20 | MePBUHHOI NaHKN 3 | Nnikap-reHeTuK, eHeTUYHNUIN LEeHTP
AiTbMMU, AKi MaTepuHCTBa Ta AUTUHCTBA npodpecopa
CTpaXxparTb Ha MwuknTeHka
3aTPUMKY PO3BUTKY
11:20- | BakuuHauis pgiten 3 | AHHa KywHip
11:40 | HEMPOPO3BUTKOBUMM | Nikapka-negiaTp, AUTS4UA ncuxiatp,
3axBOpPHOBaHHAMMU HayKoBMUSA
3axXBOPHOBaHHAMM: 3aBigyBayka BiggineHHa negiatpii Ta
pU3uK Ym notpeba? | gutadoi peabinitauii, MEOUYHUIN LEHTP
«MepianbT»
11:40- | 3aTpumka po3BuUTKYy | AHHa Cnob6oasiH
12:00 | B neaiaTpil sk nikap nepiaTp, nikap-reHeTuk, [eHeTnYHMK
BepLUMHaA ancbepry | LEHTp MaTepuHCTBaA Ta AUTMHCTBA
npodgecopa MukutTeHka
12:00- 06 Mi . .
12:20 roBOpeHHA. 1liaBegeHHA NiACYMKIB CecCll
12:20- Cekuis MeauunHu cHy Ta Henpodisionorii
15:00 Mopepatop: LHapis Kocmiokoea
12:20- | besneka aunta4yoro ODapisa KocTiokoBa
12:40 | cHy. Bia nepwunx K.Med.H., npe3nageHTka €BponencbKkol
pekomeHaauin po acouiauil MeauunHu CHy Ta
HauioHanbLHOro Henpodizionorii (ESMANA)
NPOEKTY B YKpaiHi HaykoBui cniBpobiTHUK nnabopatopil
ANTSAY0ro CHy, KniHika BectbpaHaepbypr
Jlikapka (pyHKUiOHaNbHOI A4iarHOCTUKN,
ANTSYUM HEBPONOT, HEOHATONOr
12:40- | Sleep, Epilepsy and | AnekcaHape OdaTtra
13:00 | Cognition - 3aBigyBad BigaineHHs Henpo- Ta

CoH, eninencis ma
KO2HIuisi — e3aeMHUU
8rnius

PO3BUTKOBOI NeaiaTpil, YHiBepcuteTcbka
autada nikapHa basens (UKBB)
CniBKkepiBHUK YHIBEPCUTETCHKOrO LIEHTPY
CHy, eninencil Ta xpoHomeauuuHn (USB,
UKBB, UPK)

KoHCynbTaHT 3 NMTaHb CHY Ta eninencil,
[utaua knidika IHcenblnitans, bepH
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13:00- | Henpodindeky Onekcanpap LeBYyeHKO
13:20 | NiKyBaHHi po3naaiB | goktop meauumHun, Oberarzt, nikap-
CHy, eninencii Ta HenponeaiaTp,
POYI 3aBsigyBad negiaTpuyHoOI
enektpodizionoriyHol nabopaTtopil
CouianbHo-negiaTpn4HOro LeHTpy IHH-
3anbuax AkageMidHol nikapHi
MIOHXEHCBLKOrO YHIBEPCUTETY
13:20- | Konun niku He IpuHa NonoBaTIOK
13:40 | NPauUloloTh: nikap AnTa4niA HeBPONOT, Nikap
HeNnpoXipypridHi dyHKLiOHanNbLHOI A4iarHOCTUKN
ctpaTerii nikyBaHHa | HOCJ1 «OxmatguTt», MO3 YkpaiHu
chapMpe3nCTeHTHUX
CcCyAoM
13:40- | ESES vy piten: Makcum Po3seB
14:00 |NpuxoBaHa 3arpo3a | 1ikap AUTAYMN HEBPOSON, aCUCTEHT
HENPOPO3BUTKY Kadpeopu negiaTpii, ANTSYOT HeBponorii Ta
MeanydHol peabinitauil, HYO3 YkpaiHu
imeHi M.J1. Wynunka
INikap HeBponoriyHoro BigaineHHa HOCJ1
«OxmaTauT»
14:00- | Mpo wo Onbra TuukiBCcbka
14:20 | po3noBigalTb HAM | AUTAYNA HEBPOSION, KEPIBHWUK LIEHTPY
EEl- natepHu cHy Henpodisionoril, flikapHsa CBATOro
Mukonas 1-ro TMO, JlbBiB
AcucCTeHT Kadpeapu negiatpii Ta
HeoHaTonoril, Pr1J0 JIbBiBCbKOro
HaLiOHaNbHOro MEANYHOro YHIBEPCUTETY
iMmeHi JaHuna anuubkoro
14:20- | COH ik Biomapkep Mansa Anbtoced
14:40 | HEMPOPO3BUTKY: K.M.H., PhD,
KfiHiYHe 3HaYeHHA B | BUKNagayka pakynsrety MeguumuHm ta
yMoBax BiHU NPUPOAHNYNX HayK J1aTBINCBKNI
yHiBepcuTtet (Pura, Jlatsis);
cTaxyBaHHSA 3a nporpamoto ERASMUS+
B YHIBEPCUTETCbKIN KNiHiLi BapluaBcbkoro
MeANYHOro YHiBEpCcUuTeTy
YNEeHKNHS AMepUKaHCbKOoI akagemil
MeanumHn cHy (AASM).
14:40- . . .
1500 O6roBopeHHs. lliaBeaeHHA niacyMKiB cecii
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15:00- Cekuisa lNcuxiaTpil

16:40 Mogepatop: Onis Pokymosa

15:00- | B3aemogpisn Irop MapueHKOBCbKUM

15:20 | FeHeTU4Horo Ta KaHd. Med. Hayk, nikap-ncuxiatp guTa4mn,
KniHiYHOroO 3aBigyBad Bigginy HaykoBux OoCHiAKeHb
nonimopdunama: B AY «lHcTutyT cygosoi ncmxiatpii MO3
dokyci yBaru YKpaiHuy,
enifenTUYHi nikap-ncuxiatp gutadun LieHTtpy
eHuedanonarii MeHTanbHoro 3gopos’ss HOCJ1
PO3BUTKY «Oxmarant» MO3 Ykpainu

15:20- | NMoBeAaiHKOBI lOnis PokyToBa

15:40 | dpeHoTMNU Npun nikapka ncuxiatpuHa aguTada, nikapka
piaKicHUX HEeBPONOrMHA anTa4a
reHeTUYHUX PerioHanbHUn MeguyHnn LUeHTp
cUHOpomax: poguHHoro 3gopos’s, HPL «Dnipro
iHCTpyMeHTU Ans ld»
MixgucuunniHapHol | YUneHkuHsa rpynn «besbap’epHui
AlarHoCTUKK Ta Besnekosun MNMpocTip Ta peabinitauiqa
niATPUMKHN aiten 3 iHBanigHicTio» npu OOA

15:40- | Pu3uku Ta BikTopia CamiHiHa

16:00 |anbTepHaTUBMU: nikapka guta4a ncuxiatpuHs, negiatpuHsa
capmakoTepania
rinepakTMBHOCTi Y
aiten 3 PAC i POYI

16:00- | Posnapn HOeHnc bonuyk

16:20 | ayTUCTUYHOrO nikap negiatp, AUTAYNN HEBpOIor
CnekKkTpy Ta KoopawnHaTop nporpam MeanyHoro
KomMmopOigHa 300poB’'a «IHCTUTYT BeTepaHiB
HeBpoOnoriyHa «ApxiTekTypa cTinkocti», KHYBA
narornoria

16:20-

16:40

O6roBopeHHs. lNiaBeaeHHs NiacyMkiB cecil
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16:40- Bunaaku 3 npakTtuku
17:40 MopaepaTtop: Amumpo MukumeHko
16:40- | KniHiyHnn Bunapok: | Epika MNaukyH
17:00 |MoeaHaHa reHeTUYHa | K.Me[.H., Nikap-reHeTuK
naronoria — [eHeTUYHUN LUeHTp MaTepuHCTBa Ta
cuHapom bappe- AVUTUHCTBA npodpecopa MuknteHka
bigna Ta cuHagpom
KnanHdenbrepa
17:00- | KniHiyHnn Bnnapok: | Hapisa ®omeHko
17:20 | CuHapom K.Mef.H., OOUEeHT Kadenpu ouTsa4ymx
O’Kypa-YyHra — XBOpPOO MicnAgMNNOMHOI OCBITH,
CKJTaAHUM WNAX A0 | nikap-neaiatp, nikap-reHeTuK
ailarHosy IBaHO-PpaHKIBCbKNIA HALiOHaNbHUI
MeaUYHUW YHIBEpCcUTET
17:20- 06 . . .
roBOpPEeHHHA. MNMinBeaeHHs niaoCyMKIB CecCll
17:40
17:40- | NinBepeHHs Omutpo MuknTeHko
18:00 niACyMKiB Ta K.Mef.H., npodecop, nikap-reHeTuk,

nepcrnekTneun

KepiBHUK [ €@HETUYHOro LEeHTPY
MaTepuHCTBa Ta QUTUHCTBaA Npodecopa
MwukuTeHka,

Mpodbecop kaenpu diznyHoI Tepanil,
MixkHapogHUN HayKOBO-TEXHIYHMIA
yHiBepCcUTET iMeHi akagemika KOpis byras
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DISTRIBUTION OF CGG TRINUCLEOTIDE REPEAT ALLELE
FREQUENCIES IN THE FMR1 GENE AMONG MALE AND
FEMALE INDIVIDUALS IN UKRAINE

Kravets V.13, Shymanska I.1?, Zilinska 0.1, Makukh H.12

1 Scientific Medical Genetic Center "LeoGENE", Lviv, Ukraine
2 Lviv Regional Clinical Perinatal Center, Lviv, Ukraine
3 lvan Franko Lviv National University, Lviv, Ukraine

Introduction. The FMR1 gene is associated with Fragile X syndrome
(Martin—Bell syndrome), the most common inherited cause of intellectual
disability. The number of CGG repeats in the FMR1 promoter region
determines normal, premutation, or full-mutation status. Population-level allele
frequency studies enable the assessment of genetic diversity and the
identification of potential risks for disease occurrence.

Materials and methods. The study material comprised 1,098 DNA
samples obtained from 355 men and 743 women (male: female ratio = 1:2)
residing in Ukraine. Female participants underwent testing in the context of
preconception assessment without clinical symptoms, whereas male
participants were tested for diagnostic purposes. FMR1 allele sizes were
determined by PCR using the commercial CarrierMax kit (ThermoFisher, USA),
followed by capillary electrophoresis on a SeqStudio analyzer (Applied
Biosystems, USA). Fragment analysis was performed with GeneMapper
software. Statistical analysis of allele frequencies was conducted using Google
Sheets.

Results. The most frequent allele in both males and females was the
30-CGG repeat allele, detected at a frequency of 29.6%. The proportion of this
allele in the homozygous state among women was 19.2%. The frequency of
premutation alleles (55—-200 repeats) among women was 0.47%. No alleles
with >200 repeats were detected in female participants. Among men,
full-mutation alleles (>200 repeats) were observed at a frequency of 3.66%.

Conclusions. The predominant allele in our sample was the 30-CGG
repeat, consistent with published data. The elevated frequency of full mutations
among male participants (3.66%) likely reflects non-random sampling and the
diagnostic nature of the male cohort.
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BUNAOOK PIAKICHOIO CUHOPOMY
NOPYLWEHHA HEUPOPO3BUTKY
NMOBA3AHOIO 3 TEHOM CHD5

Bakym X. A., AkonsiH I". P.

LAY «lHcmumym cnadkosoi namonoeiiy HAMH YkpaiHu
LHI «JlbgiscbKuli HauioHanbHUU MeduYyHUU yHieepcumem
iM. [JaHuna Nanuuybko20o»

CUHAOPOMM NOPYLLUEHHA HEMPOPO3BUTKY € OAHIEID 3 HAMYacCTIWMX NPUYKUH
3BepHeHb [0 reHeTuka. [lpobnemHicTb gudepeHUinHOl  OiarHOCTUKK
chopmyBana 3annT Ha  MONEKYNApPHO-TEHETUYHUA  aHani3, 34aTHUKn
NPUCKOPUTU BCTAHOBIEHHS AiarHo3dy i 3abe3neuntn npodpinakTnky HOBUX
BUNagKiB B POAUHI.

[10 4uncenbHOT KOropTU MOJSIEKYNAPHUX MapKepiB Henpopo3BUTKOBUX
nopyLlleHb HewoaaBHO 3anyyeHo BapiaHTM reHa CHD5 (Chromodomain-
Helicase DNA-binding protein). MiceHc BapiaHTu reHa CHDS5 3gaTHi BUKNukaTtu
HWU3KY MCUXOHEBPOSIONYHNX po3naais, 3okpema, onncanHum y 2021 p. cmHgpom
MapeHnTi-MirHoT (Parenti-Mignot neurodevelopmental syndrome; 619873) 3
ayTOCOMHO-AOMIHAHTHUM TUNOM ycrnaakyBaHHa?. HanvacrTiwe BiH
NPOSABNSETLCA 3aTPUMKOO MoBSieHHA (81%), noBediHKOBUMW MOPYLLUEHHAMUA
(69%), iHTenekTyanbHMMKU nopyweHHaMn (64%), eninencielo (62%) Ta
M’'a30Bol0 rinoToHielo (56%)?. Ha cborogHi onucaHo nvwe 16 BUNaakis
cuHgpomy [lapeHTi-MirHoT, BMABMEHMX Ha nigctaBi  MOBHOEK3OMHOIO
CEKBEHYBaHHS, 3 HUX 12 BUSBUNUCHL BapiaHTaMmun de novo.

Y Hawomy BunagkKy 3goposi 6atbkn npobaHga 2009 p.H. 3BEpPHYNUCH 3i
ckapramy Ha MOpYLUEHHA MOBEAiHKN, NpobrnemMn 3 HaBYaHHAM, BUpPaXeEHY
BTOMY, EMOLiNHY NabinbHICTb, CTEPEOTUNHI PyXN, YACHEHHI NOBYTOBI puTyanu,
HEepO3yMiHHA abcTpakuin Ta MeTadop, HanpPyXeHICTb, TPUBOXHICTb,
HEepO3YMiHHS coLianbHMUX HOPM MOBEAiIHKM Ta B3aemoail, Aedopmadito rpyaHol
KNITKA, 3aguwky npuv @Ii3MYHUX HaBaHTaXEHHAX. PaHHIin po3BUTOK 6e3
BiAXWNEHb, ane 3 ABOX POKIB MOCTINHO 0b6CTexyBaBCsa 3 NPUBOAY 3aTPUMKMK
MOBJIEHHS.

Mpn ornagi B Biyi 15 p. 3BepTanu yBary BUpaXeHa TPUBOXHICTb Ta
eMouinHa nabinbHiCTb, poO3Nagn MOBEAiHKW, TreHepanisoBaHa M'A30Ba
rNOTOHISA, PI3NYHI BIAXUNEHHS: aCUMETPIS NOCTaBU, BUPAKEHUN KIGOCKOMIO3,
nivkonoAibHa  gedopmadis  rpPyaHOI  KAiTKW, BupaxkeHa  ABoOiYHa
nnockoctonictb. MNputamaHHi Ansa npobanga vacTi pecnipaTOpHi NOPYLUEHHS
3rigHO BWUCHOBKY MyrbMOHOMOra nos’a3aHi 3 gedpopmauieto rpyaHol KniTKu.
BucHOBOK ncuxiaTpa: posnagu MCUXiKW, BHACMILOK AMCAYHKLUIT FOSIOBHOrO
MO3KY, 3 moBneHesmun (3HM Ill piBHS), KOrHITUBHUMUN, BUPAXXEHNMN EMOLLINHO-
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BONLOBUMMK,  uUepebpacTeHiYHMMKN  Ta  MOBELIHKOBUMWU  MOPYLUEHHAMU
ayTUCTUYHOIO CMEKTPY; NopyLleHa colianbHa aganTtauis.

3acTocyBaHHA Henpopo3BUTKOBOI MNaHerni NGS He BUSBWMNO XOOHOrO
naTosioridHoro BapiaHTy. MeTogoM MNOBHONEHOMHOIO CeKBepyBaHHSA B
natopartipii CENTOGENE BuWsBNEHO reTtepo3mroTHe HOCINCTBO MiCCEHC
BapiaHTy CHD5 ¢.4816G>A (p.Aspl606Asn). AcnapriHoBa KucnoTa, Lo
3aMiHMnacs Ha acnaparid, Mae BupillanbHe 3Ha4YeHHs Ana HelpoTpaHCMicii®,
LLIO Y3rogKyeTbCs 3 BMCHOBKOM MutationTaster npo naToreHHiCTb BapiaHTy.
[Mo3a Tum, Ha gaHum vac BapiaHT CHD5 ¢.4816G>A BBaXaeTbCsa BapiaHTOM
HEBM3HAYEHOro 3Ha4YeHHs i He ByB onucaHum npu cuHapomi MapeHTi-MirHoT.

SRUBNCEVARANTS
IN SILICO ALLEE | TYPEAND | RELATED DISORDER
GENE | VARIANT COORDINATES | AMINO ACID CHANGE ZYGOSITY PA ETERS" FREQUE | CLASSIFICA | (OMIM®&) AND MODE
NCIES** | TION*** OF INHERITANCE
CHDS | NM_015557.2:¢.4816G> p.(Asp1606Asn) Heterozygous PolyPhen: Benign gnomAD: | Missense Parenti-Mignot
A SIFT: Tolerated - Uncertain | neurodevelopmental

MutationTaster: ESP: - significanc | syndrome (619873),

Disease causing 1000 G: - e AD

Conservation_nt:
moderate

PekomeHOoBaHO npoBedeHHs cerperauiMHoro aHanisdy apiaHty CHD5
c.4816G>A pna 3’dcyBaHHS MOro MOXOMKEHHA: YM BUHUMK de Nnovo 4u
ycnagkoBaHunh Big opHoro 3 6aTbkiB. [lepeBaxHa OinbWiCTb BUMNakiB
cnHgpomy [MapeHTi-MirHoT 3ymoBneHa BapiaHTamu de novo, nuwe 4 3 16
BUMNaOKIB BU3HaHI poauHHMMKZ, 3 MipkyBaHb OGMEXEHOCTi BWNajkKiB
cuHgpomy [lapeHTi-MirHOT, noganbwoMy BUBYEHHIO Mignsarae nuTaHHA
CTYNeHs neHeTpaHTHOCTI BapiaHTy CHDS ¢.4816G>A.

BucHoBok. PesynbTtaTv KMiHIYHMX JOChi4KeHb MPOAEMOHCTpyBanm
BiANOBIAHICTb CNEKTPY KMiHIYHMX O3HaK NavuieHTa nposasam cnuHgpomy NapeHTi-
MirHOT, BipOrigHICTb SIKOro NOCUSKE HOCINCTBO BapiaHTy B reHi CHDS, 3 akum
acoUiloeETbCA LUen cuHAPOM. 3Baxaw4ym Ha OOMEXEHICTb 4ucna BigoMMX
BUNagkiB cnHgpomy lNapeHTti-MirHoT, cnekTp natoreHHux BapiaHTie reHa CHD5S
3Haxo4MUTbCS Ha caMOMY MoYaTKy BUBYEHHS. [pu LbOMY, BapTO BpaxoByBaTu
MOXIMBICTb BIOMIHHOCTEN CMEKTPY NaTOreHHMX BapiaHTIB B TEHETUYHIN
CTPYKTYPi Pi3HNX €THIYHUX rpyn.

Knro4oBsi cnoBa: Parenti-Mignot neurodevelopmental syndrome, lNapeHTi-MirHo
CUHOPOM MOPYLUEHHA HENPOPO3BUTKY, CUHOPOM MOPYLUEHHS
Henpopo3sutky, CHD5
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Cnucok BUKOPUCTAHUX OXKepen.:

1.
2.

https://www.omim.org/entry/610771

Parenti |, at al. Missense and truncating variants in CHD5 in a dominant
neurodevelopmental disorder with intellectual disability, behavioral
disturbances, and epilepsy. Hum Genet. 2021 Vol 140. N7:1109-1120. doi:
10.1007/s00439-021-02283-2.

Gerlei KZ, Uysal SY. A comparison of L- and D-Asp and Asn a-radicals a case
study for atropisomerism. Computational and Theoretical Chemistry 2014,
Vol 1038, pp 17-25. doi: https://doi.org/10.1016/j.comptc.2014.03.040
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PyXOBI PO3NAOU
NMPU FrEHETUYHUNX 3AXBOPIOBAHHAX:
XBOPOBA ' AHTIHITOHA
(KNMIHIYHUA BUNAOOK
HETUMNOBOIO MNISHLOIO NMNO4YATKY)

MpuHiok C. B., MaTtBinuyk T. [1.

KHIT «Kpueopisbka miceka nikapHs Ne7» KMP, m. Kpusut Pie, YKkpaiHa

XBopoba aHTiHrToHa (XIN) (MKX-11 8A01.10) € ogHieto 3 HamBIAOMILLMX
reHeTUYHUX NpUYKnH pyxosux posnagis [1,2]. e pigkicHe, ogHe 3 HanBax4ux,
NPOrpecyynx HemnpoaereHepaTMBHUX 3axBOPKOBAHb [OMTIOBHOIO MO3KY 3
ayTOCOMHO-AOMIHAHTHUM  TUNOM  YCMNagKyBaHHA, SKe  MNPOSABNSAETbHCS
NoegHaHHAM TinepKiHETUYHUX PYXOBUX CUMNTOMIB, KOTHITUBHOrO Aediunty Ta
NcuxXivyHMX po3nagis [2]. Yepes CBin paHHi noYaTok, nporpecyroymmn nepebir Ta
BiAICYTHICTb pagmKasnbHOro flikyBaHHA 3axXBOPIOBaHHA Mae€ 3Ha4He colianbHe
Ta megunyHe 3HadeHHda [3]. YacTtota XIT ctaHoBUTL NpubnnsHo 5-10 Bunagkis
Ha 100 000 HaceneHHsi B eBponencbkux nonynsauiax [2]. 3axBoptoBaHHSA
3ymoBrieHe noaoBxeHHAM CAG TpunneTHux nosTopiB y reHi HTT Ha 4-n
xpomocomi [4]. B HopMmi mae micue 0o 26 nosTopis; 36 i Ginblwe Bkasye Ha
naToreHHMn anenb. BctaHoBNeHo, Wo 4iMm Binblua KinbkiCTb NOBTOPIB, TUM
paHile nposBnseTbca xBopoba. [laHe gaBulle OTpuMano HasBy FeHeTUYHOI
aHTuunadii [3]. MaTtoreHes XI' noB’aA3aHMin 3 YTBOPEHHSM NMaTosorivHoro Ginka
XaHTIHITUHY, 9KMA Ma€ TOKCUYHUIA BMANB HA HEMPOHKU, OCOBNNBO B CTpiaTyMmi
(xBocTaTe s4po, NyTameH), Wo nNpmM3BoaMTb 40 AucbanaHcy MK npamMuim Ta
HEeNnpPsMMM LLNSXaMu KOHTpono pyxiB [4]. Hagani ypaxeHHA nowmnproeTbes Ha
KOPY FOfIOBHOrO MO3KY, BUKMMKAKOYM KOTHITMBHI Ta MNCUXiYHI po3naaun [5].
OcHoBHi cumnToMn XIT yMOBHO MOAINAKTb Ha Tpu rpynun: 1) pyxosi: xopes,
ANCTOHISA, MOPYLUEHHA X04MW, AN3apTpis, aucdaria; 2) KOrHiTUBHI: NOpyLIEHHS
BUKOHaBYMX (PYHKLIN, OeMeHLis; 3) NOpyLleHHs NCUXiKN: genpecis, Tpusora,
ApaTiBNMBICTb, arpecuBHiCTb, ncuxo3 [2,3]. 3axBoptoBaHHSA 3a3BU4Yam
noynHaeTbes Y Bili 30—50 pokiB, 3 BifbLLIOK YAaCTOTO Y YONOBIKIB. TpMBanicTb
XuTTa nicna gebrTty — 6nmsbko 15-20 pokiB [3]. HanvacTtiwnmmn npuymHamm
CMepTi € YycKnagHeHHda, He noB’aA3aHi ©6e3nocepefHbO 3 NaTOreHe3oM
3axBOpPKOBaHHA: acnipauiiHa NHEBMOHIS, iHpeKUiT, yCKnagHeHHS Big najiHb Ta
BUCHaXXeHHS [2,5]. OcHoBHUMW MeTogamMu AaiarHocTukm X[ €. reHeTudHe
TeCcTyBaHHA (3050Tv  cTaHgapTt) [4]; Hewposidyanisauia: BUSABNAETHCA
aTpodhis XBOCTATOro siapa, pPO3LMPEHHS BivHnX WwnyHoukis [5]; wkana UHDRS
ANA MOHITOPUHIY MOTOPHUX, KOTHITUBHUX | MCUXIYHNX NposiBIB [7].

MpeactaBnsieMo Halwe cnocTepexeHHA: nauieHT C., 1966 p.H., HONOBIK.
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Ckaprm Ha MMUMOBINbHI HaCUMbHUUbLKI PyXuU TrOMOBOK 3a TUMOM
norongyBaHH4, 3akugaHHA rofioBU OOBEPXY i BATAryBaHHSA Wi, B Tynybi 3a
TUMNOM HEe3Ha4HOI TOPCIl, XOpeoaTeToIgHI PyXy B BEPXHIX Ta HWXHIX KiHLiBKaX,
O 3MEHLUYKTLCA B CTaHi CMOKOK, BIiACYTHI B nepiog CHY, NOpyLleHy xoay,
nepioanyHe nigBuweHHs AT, cXyOHEHHS, BUpaXeHy 3aranbHy cnabdkKicTb.

AHaMHe3 3axBoproBaHHA: 3i CNiB XBOPOro HaCWmbHI PyXu B KiHUiBKax
novanun TypbysaTtun 3 rpyaHs 2024 p. 6e3 Oyab-gKoT NPUYMHKU eni3ognyHo. 3
10.01.2025 nicna cTpecoBOl cuTyauil NpoTAroMm Tpbox Ai6 Hapocnu
HaCUNbHULBKI PyXM TOSIOBM Ta KiHUIBOK. 3HaxoguBCcA Ha ambynaTopHMy
niKyBaHHi y CiIMENHOrO nikaps 3 rinepToHIYHOK XBOPObOoLto, AiarHos: xopes? Mpu
ctauioHapHomy poobetexeHHi B 01.2025p. i 03.2025 p. 3anigo3peHun i
niaTBEpPAXXEHUN aiarHo3 xBopobu [MaHTiHITOHA.

AHamMHe3 XUTTA: [ICMXOMOTOPHUI PO3BUTOK BignoBigae Biky. B aHamHesi
nepioanyHi 3acTyaHi, rinepToHidHa xBopoba. Bigmivae cxygHeHHsA Ha 10 kr 3a
OCTaHHi 12 mic..

FeHeanoriyHU aHaMHe3: Mae Micue 06TsXKeHHA pogoBoAy Mo NaTonorii
cepueBO-CyANHHOI cuctemun. 3i cniB nauieHTa y CiM’i N0 MaTEPUHCBKIA NiHiT
«XBOPINM Ha NapKiHCOHI3M».

Y c¢deHoTUNi 3BepTae yBary Ha cebe 3HwkKeHa Bara Tina (IMT — 17.2),
M’A30Ba riNOTOHIA, NaMKiCTb BOSIOCCA Ta HirTiB, By3bke 00NNYY4, NOCUSTEHHS
doizionoriyHMx Nopao3sis i rpyaHoOro Kigoasy, kunenoaibHa gedopmadis rpyaHol
KNITUHN.

HeBponoriyHun ctaTtyc: AcTeHizoBaHWin. HacuUnbHULBKI pyXu ronosw,
Tynyba, BEpXHiX Ta HWKHIX KIHLIBOK 3 2-X CTOPiH XOpeaTeToI4HOro Xxapakrepy.
UMH: nerka H/nuueBa acumeTpia npaBopyy, B iHWOMY 6/0. CyXOXMMbHO-
nepiocTtarnbHi pedrekcn noxeasneHi, D=S. NaTonoriyHnx nipamMmigHMX 3HaKiB
Hemae. [lapesiB Hemae. TOHYC M'A3IB KIHLIBOK 3HWXeHUn. KoopanHaTopHi
Npobu KiHUiBKaMW BUKOHYE 3a40BiNbHO. Y no3i Pombepra cTinkun. MNopylueHb
YYTNMBOCTI HE BUSABMEHO. Xoha nopyweHa, «MpuTaHuboBYHYM», CAMOCTINHA.

HaHi popatkoBMX MeTOAIB OOCTEXEeHHA: Yy nauieHTa 3Haxoaunucs B
MeXXax BIKOBOI HOPMW MOKa3HMKM 3aranibHOro aHarisy KpoBi Ta ceui, rfikemil; B
BGioxiMiYHOMY aHani3i KpoBi MOKA3HUKM B MeXax pedepeHTHMUX 3HAYEHb, OKPIM
piBHS 3aranbHoOro xonectepuHy — 6,0 (Hopma 1,71 — 5,91 mmonb/n); piBeHb
uepynonnaamiHy — 0,19 (Hopma 0,16 — 0,45 r/n) 3HaxogMBCA B Mexax HOpPMU;
3a pesynbTtatamm [JHK-giarHoCTnKn B 0gHIN 3 XpOMOCOM BUABMEHa NigBULLIEHA
KinbkicTb CAG-noBTopiB B 1-My ek30Hi reHa HTT; Ha Y3[l opraHiB 4yepeBHOI
NOPOXHMHW, HUPOK Ta CEYoBOro Mixypa BUABMNEHI O3HaKM renartomeranil,
cTeaTo3dy NeviHkn, fninomaTto3y nigwnyHKoBOI 3ano3un, ApiGHMX KOHKPEMEHTIB
000X HMPOK 6e3 NopyLLEHHSA ypoanHamikm; Ha MPT rofioBHOro MO3Ky BUSIBIIEHI
O3HaKM BOTHULLIEBUX 3MiH NapeHXiM1 MO3KY CyaMHHOro xapakrepy (Fazekas 1),
O3HaKM KopTuKanbHOI aTtpodii 1 cT.; ouiHka 3a wkanow UHDRS-TMS -
39 H6aniB Bkasye Ha BinbLue cepeaHio TSKKICTb pyxoBux posnagis; MOCA TecT
BUSABMB NeErki KOrHiTUBHI nopyweHHa — 26 6aniB; 3a wkanoto HDRS — 17 6anis
BUABIIEHM [OENPeCcMBHUM po3nag cepeaHboro CTyneHw (nauieHT go
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0BCTeXEeHHS1 He 3BepTaB yBary Ha CBil CTaH NCUXiKK, He O0BCTexXyBaBCs i He
nikyBaBcs).

BucHoBku

Y uinomy xBopoba [MaHTiHITOHa — cknagHe piakicHe HenpoaereHepaTMBHE
3axBOPKOBaHHA, dKe BMMarae MynbTUAUCUMNIIIHAPHOIO nigxoay B MOro
cBOeYacHin giarHocTtuui i Tepanii. OnnucaHum BUNagok UikaBuii CBOIM Mi3HIM
no4yaTkoMm, (pakTopoM CTpecy, K TPUrepomMm nporpecyBaHHA 3axBOPIHOBaHHSA,
BiACYTHICTIO XxapakTepHOl MP-kapTUHU ypaXeHHa NigKIPKOBUX CTPYKTYpP
FOSIOBHOrO MO3KY MpPW HAaABHOCTI O3HaK Mo4aTKoBOI aTpoddil KOpW rofiloBHOrO
MO3KY, BiIHOCHOIO 30epexXeHHS KOrHITUBHUX (PYHKLIN NMPY HAsiBHOCTI CKPUTOro
AernpecmnBHOro posnagy, XapakTepHUX PYXOBUX MOPYLUEHb i NiaTBEPOXEHHS
AiarHo3y 3axsoptoBaHHsA  pesynbTaTtamu  [OHK-giarHoctukn.  CsoedacHa
AiarHoctnka XI' npy HasABHOCTI Yy MaUiEHTIB TPbOX OCHOBHWUX FPyn KIiHIYHUX
CUMMTOMIB: PYXOBMX, KOTHITUBHUX Ta NOPYLLUEHHS MCUXIKWU BUMArarTb NMUMAbHOT
yBaru 1a npoBeaeHHs paHHbOro reHeTUYHOro JOCHIAXKEHHS.

KnrouoBi cnoBa: xBopoba [aHITiHIToHa, KNiHiYHWUW BUNaaok, AiarHoCTuka.

Cnucok BUKOPUCTAHUX OXepel:

1. https://icd.who.int/browse/2025-01/mms/en#2132180242

2. Walker FO. Huntington's disease. Lancet. 2007;369(9557):218-228.

3. Ross CA, Tabrizi SJ. Huntington’s disease: from molecular pathogenesis to

clinical treatment. Lancet Neurol. 2011;10(1):83-98.

Bates GP, et al. Huntington disease. Nat Rev Dis Primers. 2015;1:15005.

Novak MJ, Tabrizi SJ. Huntington’s disease. BMJ. 2010;340:¢3109.

Reilmann R, Leavitt BR, Ross CA. Diagnostic criteria for Huntington’s disease

based on natural history. Mov Disord. 2014;29(11):1335-1341.

7. Huntington Study Group. Unified Huntington's Disease Rating Scale: reliability
and consistency. Mov Disord. 1996;11(2):136-142.
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HEMPOPO3BUTKOBI MOPYLUEHHS
NMPY CUHOPOMI NITTA-TOMNKIHCA
3 BUSAABNIEHHSIM BAPIAHTA
TCF4 ¢.2126A>C (p.Lys709Thr)

Opo6uyak M. |., AkonsiH I'. P, FenbHep H. B.

LAY IHecmumym cnadkoeoi namonoeii HAMHY

AkTyanbHictb: CuHgpom [litTTa-lonkiHCa - ue reHeTUYHUn posnag
HEMpPOPO3BUTKY, CMPUYNHEHUN MaTOreHHUM BapiaHToMm B reHi TCF4, wo
YCMNagKOBYETbLCA 3@ ayTOCOMHUM [OOMIHAHTHMM TUMOM YyCNagKyBaHHA 3
yactototo 1:10000 — 1:40000. OCHOBHI (peHOTUMIYHI O3HAKU CUHLPOMY
BKMIOYaKOTb XapakTepHi O3HakM nunuboBOro amcmopdiamy (ToHKI ©OpoBw,
rmMMboKO NocaaKeHi o4i, BUCOKE Ta LUMPOKE YOO, BEPXHS ryba 4acTo TOHKa, 3
MUOOKMM BUIMYACTMM KOHTYPOM, LLO Nigkpecrnioe dopmMy nyka KynigoHa, a
HWKHSA ryba, HaBnakn, nosHa i BUrHyta. OCHOBHUMUN KITiHIMHMMUK O3HaKaMu €
3HWXKEHUA M’A30BUN TOHYC, OCOBNMBO B pPaHHbOMY AUTUMHCTBI, LLO MOXe
BNSIMBATU Ha pPO3BUTOK MOTOPHUX HaBWYOK, MOPYLUEHHS KoopAuHauil Ta
piBHOBArn, a TakoX MOXIMBI TPYAHOLLi 3 Xxo4b00l0, NOPYLIEHHS AuXarbHOro
puTMy (enizoan napoKCUM3MarnbHOro TaximHoe Ta rinepBeHTMNAUil, LWo
CYNpPOBOAXKYIOTLCA anHoe i LiaHo30M). YacTo y nauieHTiB TakoX pO3BUBAETHLCS
eninencisi, KOrHiTUBHI Ta NOBeAIHKOBI 0COBMIMBOCTI, ayTUCTUYHI PUCK, @ TaKOX
nigBULWEHa TPUBOXHICTb Ta CEHCOPHa YyTNIMBICTb, Mikpouedanisa, mionia Ta
HNU3bKOPOCHICTb.

Onuc kniHiyHOro BuNagKy:. Xnonyuk BIKOM 2 pPOKM 3  KNiHIYHOW
KapTuHOW, XxapaktepHow ana CIIC. BigsHausanaca BupakeHa 3aTpumMKka
NCMXOMOTOPHOIO PO3BUTKY 3 pPaHHLOro BiKYy. [UTWHA He pocdrfia BiKOBUX
MOTOPHUX HaBuKiB: [lepeBepTaeTbCs, He MNOB3a€, He mnepecyBaeTbCcs 0e3
nigaTpuMmkn. BigsHavyaeTbca TeTpanapes, M’sA30Ba TMNOTOHIS Ta CTEPEOTUMNHI
PYyXu pykamu, LLO nepeLukogxae opmMyBaHHIO LinecnpsamMoBaHOl MOTOPUKM.
CnocTepiraeTbCa NOBHa BIACYTHICTb €KCMPEeCcMBHOrO MOBMEHHSA. Bokanisauii
MOHOTOHHI, 6€3 cnpo® apTuUKynsauinHOro BiATBOPEHHS cknagie. PeuenTtmeHe
MOBJIEHHSI OOMEXEHE — AUTMHA HEe PO3YMi€ NPOCTUX IHCTPYKLUIN, Ha iM’s pearye
BUBIpKOBO, pearye nuvwe Ha eMouinHO 3abapBneHi 3BepHEHHS. 30poBui
KOHTaKT 30epexeHun, iHCTPYKUil He BUKOHYe. BigsHadaeTbCcs xapakTepHa
aucouiauia MK rMOGOKMM  MOPYLUEHHAM MOBJIEHHS Ta 30epexeHor
couianbHoto yearot. [eHeTnyHe pocnigxeHHa (NGS):BuasneHo BapiaHT
TCF4 c.2126A>C (p.Lys709Thr), akun kopentoe 3 deHotunom CIIIC Ta
poO3rNagaeTbCs K KNHYOBMW AiarHocTudHuin mapkep. (OMIM: 610954).
AuncmopdiyHi pucn: By3bkuin 1106, TOHKI naTtepanbHi 6poBU, LUMPOKNIN HOCOBUI
MICT i KIHYMK HOCa, BUpa3HUN cepeaHin Biaain obnunyya, noBHi LLOKW, LUNPOKUIA
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pOT, NMOTOBLWEHI abo HagMipHO cknageHi 3aBuUTKU BYX. [duxanbHi posnagw:
enisoau rinepBeHTUNAUIT Ta anHoe, TpUBaniCTb 2—5 XBUMWH, iHOAI BUHMKAIOTb
He3anexHo oauH Big ogHoro. CuUCTEMHI  NposiBU:  TSKKI - 3aKpenw,
ractpoesodaranbHMn  pedrioKC; TOHKI Nanbui Ta nonepeyHa [OOSIOHHA
CKnagka; HeOPO3BNHEHICTb CTaTEBUX OpPraHis.

O6roBopeHHA: KniHi4Hi Ta MONeKynApHO-reHeTUYHI AaHi NiaTBEPLXKYOTb
piarHo3 CIIC. BupaxeHa pgucnponopuia Mk 36epexeHor couianbHO
€MOLINHOK BIgNOBIgAK Ta NPAKTUYHO MOBHOK BIACYTHICTIO MOBJIEHHSA €
XapakTepHO AS19 nauieHTiB i3 natoreHHMMn BapiaHTamu TCF4. Bunagok
NiOKPECN0E 3HAYEHHA PO3LUMPEHOI NaHesbHOI Ta €K30OMHOI AiarHOCTUKK Npu
TSHKKMX HENPOPO3BUTKOBUX MOPYLLEHHSX.

BucHoBKU

1. Bapiant TCF4 c.2126A>C (p.Lys709Thr) gossonse nigreepantu
KMNiHIYHY rinoTe3y Ta YTOYHUTU MPOrHo3 nepebiry 3axsoproBaHHS.

2. CyvacHi MOJIEKYNAPHO-TEHETUYHI  OOCMNIIKEHHS  O03BONSATb
BCTAHOBUTWU eTIiONOrito pos3nagy, nporHodyBatn noro nepebir i nigbupatn
nepcoHanisoBaHi nigxoanm MynbTUANCUMMANIHAPHOK KOMaHOoK daxiBLiB.
Jlikap-reHeTnK € npoBiAHMM YYaCHUKOM MYJSbTUOMCUUNITIHAPHOI KOMaHAMW,
3aBJaHHAM HKOro € ideHTudikauia cnagkoBuX i reHeTUYHO AeTepMiHOBaHUX
3axBoploBaHb, nNiadip BiANOBIAHWMX METOAIB MONEKYNAPHOI AiarHOCTUKN,
iHTepnpuTauia  pe3ynbTaTiB  FEHETUYHUX  OOChigKeHb Ta  po3pobka
nepcoHani3oBaHMUX MaHiB CroCTEpPEXeHHA 3a naudieHToMm. CniBnpaus
MynbTUOUCUUNAIHAPHOT  KOMaHAW  CNpude  KOMMSIEKCHOMY  PO3YMIHHIO
KniHIYHOro BUNagKy, Lo ocobnmBo BaXXnmBeo npu opdaHHnX MyrbTUCUCTEMHUX
naTonorisix.

KntouoBi cnoBa: cuHgpowm [litta-lonkiHca, TCF4, HEMPOPO3BUTOK, KOTHITUBHI
NopYyLUEHHSs, eninenciqa, reHeTu4YHa giarHoCTUK

CnNUCoOK BUKOPUCTaHUX AXepen:

1. Rosenfeld J.A., et al. Pitt-Hopkins Syndrome: Clinical and molecular review.
Orphanet J Rare Dis. 2019.

2. Whalen S., et al. Novel TCF4 variants and genotype—phenotype correlations
in Pitt—Hopkins syndrome. Hum Genet. 2012.

3. Marangi G., Zollino M. Pitt-Hopkins Syndrome and TCF4-related disorders.
Mol Syndromol. 2015.

4. Amiel J., et al. Pitt-Hopkins syndrome: clinical and molecular findings. Eur J
Hum Genet. 2007.
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E®EKTUBHICTb OIATHOCTUKH
®EHINKETOHYPII (©KY) B MEXXAX NPOrPAMU
PO3LWUMPEHOIO HEOHATAJIbHOI'O CKPUHIHIY

Mamuyp O. P.%, CuHeHbka H. M., Opo6uak M. 1.2,
Manaxosa A. U.2, Makyx I'. B.?

L. PezioHanbHull UeHmMp HeoHamarsibHO20 CKPUHIHaY,
JlbgiecbKul obrnacHuUU KniHIYHUU nepuHamarnbHul ueHmp, m.J1beie

2lHemumym cnadkoeoi namonoeii HAMHY, m.J1beig

Bctyn: ®eHinketoHypia (PKY) - ogHe 3 HamnowmpeHiwmx cnagkoBux
nopyweHbo OOMiHYy peyoBMH, 3yMOBfiEeHEe MOpYLIEeHHAM MeTaboniamy
doeHinanaHiHy. HecBoeyacHe BUSIBIIEHHS 3aXBOPIOBaAHHS MOXe NPU3BeCTU 40
PO3BUTKY TSXKKMX HEBPOSIOTIYHNX NopyLleHb. B YkpaiHi HeOHaTarbHUN CKPUHIHT
Ha OKY 3anpoBagkeHo y 1980-x pokax, a 3 XOBTHA 2022 poky Koro
po3WwmnpeHo A0 21 3axBOplOBaHHA Ta po3novaTto CKpuHIHT PKY metogom
TaHgeMHol mac-cnektpomeTpii (LC-MS/MS). Y nauieHTiB 3 (OEHINKETOHYpIED
(PKY) 6e3 nikyBaHHA | OTPUMaHHS chnevianbHOl AieTU MOXe cnocTepiratucd
pO3yMOBa BiAcTanicTb, Mikpouedaria, cyaoMu pisHOro TUny, rinepakTUBHICTb
Ta noBeniHKOoBI po3nagu.

Meta: OuiHNTM edeKTUBHICTb AiarHOCTUKM eHinkeToHypii (PKY) B
yMOBax pO3LUMPEHOI NporpaMmm HeoHaTanbHOro CKPWUHIHFY, MOPIiBHABLUM
pes3yrnbTat¥ BUKOPUCTAHHA TaHLEMHOI Mac-CneKTpoMeTpil ONfs BUSBIEHHS
OKY y HOBOHapogXeHWX MOPIBHAHO 3  TpaguuilHUM  MeTO4O0M
iMyHO(bepMeHTHOro aHanisy (ELISA).

Matepianu i meToau. [1na gocnigyXxeHHss BUKOPUCTAHO BUCYLLEHI MNSMU
KpOBi HOBOHApOMKEHWUX, WO Hagxoounu A0 PerioHanbHOro UEHTpY
HeoHaTanbHOrO CKPWUHIHFY Ta IHCTUTYTY cnagkoBoi natonorii HAMHY.
[MpoBegeHO MOpIBHAMBHUW aHarni3 pes3ynbTaTiB CKPUHIHIY 3a ABa nepioau: y
2013-2022 pokax 3actocoByBaBcs metoqg ELISA (n = 540 862), a 3 XXOBTH4
2022 no cepneHb 2025 poky — TaHgeMHa mac-cnektpomeTpis (LC-MS/MS)
(n =165 774).

Pesynbtat. Y Mexax nporpaMm pPoO3WMPEHOr0 HeoHaTasbHOro
CKPpWHiIHTY B  YKpaiHi npoBoguTbCs obCcTexeHHA Ha 21 cnagkose
3axBoOploBaHHSA. 13 HMX 14 BM3HA4alTbCA 3a OOMNOMOrow TaHAEMHOI Mac-
CNeKTpoOMEeTpil, H9Ka fae 3MOory O4HO4YacHO  aHanisyBatu  PiBHI
20 aunsikapHiTUHIB | 4 aMiHOKMCIIOT, Y TOMY Yuncni peHinanaxidy (PA).

3 »oBTHs 2022 poKy METOAOM TaHAEMHOI Mac-CNeKTPOMETPIl 06CTeXEHO
165774 HOBOHapomXKeHux. Y pesynbTaTi BUABNEHO 52  BuNagKu
rinepdeHinananiHemil (piseHb ®A >147,1 Mkmonb/n), 3 Akux 32 BUNaOKu
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GeHINKeTOHYPIT NiATBEPIKEHO MONEKYNAPHO-TEHETUYHMM MeToa40oM. YacToTa
3axBOpPHOBaHHA y 3axigHux perioHax YKpaiHu cTaHoBuna
1:5180 HoBOHapokeHux. Mo3uTmBHa nporHoctTuyHa uiHHicTe (PPV) metony
cknana 61,5%. Ona nopisHsHHA, ¥y 2013-2022 pokax meTogom ELISA cepep
540 862 HOBOHaPOKEHMX oyno BUSIBIIEHO 357 BUNaakiB
rinepceHinanaHiHemili, 3 akux nigTBepmaxeHo 51 Bunagok @OKY, wo
Bignosigano 4YactoTi 1:10605 i PPV 14%.

BogHouac 6yno 3adikcoBaHo ABa BuMNagku nponyweHux smnaakie PKY
NPW HeoHaTarlbHOMY CKPUHIHTY: Y LIMX poAMHaX 3aXBOPIOBAHHSA AiarHocTyBanu
y OpYyroi ANTUHM Bigpasy nicrnsa HapoMKEHHS, TOAi 9K Y nepLuol AUTUHK giarHo3
BCTaHOBMNU nuwle y Biui 16 1a 7 pokiB BignosigHo. Lli cnoctepexeHHsA
IMIOCTPYIOTb, WO HaBiTb MPU MNPOBEAEHHI CKPUHIHTY MOXIMBI MPONyLUeHi
BUNAAKW. Y Takux AiTen chnocTepiranuca KOTHITUBHI MOPYLUEeHHd, po3nagu
MOBJIEHHS Ta MOBeAiHKOBI OCOBMMBOCTI, 30KpemMa ayTUCTUYHI pucu, Lo
TpBanuin Yyac 3anuwanuncs 6e3 yToyHeHol eTionoril.

BucHoBKW. Taknm YMHOM, BNpOBaL)KeHHA TaHAEMHOI Mac-CnekTpoMeTpil
CYyTTEBO MIABULLMNIIO edEKTUBHICTb AiarHocTukn PKY, 3MeHLWUNo KinbKiCTb
XMBHOMO3UTUBHMX pe3ynbTaTtiB Ta [LO03BOSO MNPULIBUOLWNTA BUABNEHHSA
octaToyHoro pgiarHo3dy. Yactora OKY y 3axigHin YKpaiHi CTaHOBUTb
1:5180 HoBOHapoOOXEHUX, Lo BianoBigae cepeaHbOEBPONENCHKUM
nokasHukam. Pe3ynbTat poboTn BKa3dyloTb Ha HasIBHICTb HediarHOCTOBaHUX
nig 4Yac HeoHaTasrbHOro CKpuHiry Bunagkie ®KY. Y Bunagkax 3aTpuUMKu
Henpopo3BuUTKY cnig 6patu oo yearu piseHb PA Ta npoBoaUTU aUdEPEHLINHY
AiarHocTuky OKY.

Knro4oBi cnoBa: eHiNKeToHypisl, HeOHaTanbHUW CKPWHIHF, TaHgemMHa Mac-
cnekTpomeTpis, ELISA.

CnNUCOK BUKOPUCTaHUX AXepen:

1. MiHicTtepcTBO OXxOpOHM 3a0poB’s YkpaiHn. Hakaz MO3 Ykpainn Ne 2142 Big
01.10.2021 "MMpo 3abe3neyeHHs1 po3LMPEHOr0 HeoHaTanNbHOIO CKPUHIHIY B
YkpaiHi".

2. Azevedo Soares, C., Ferreira Almeida, M., Soares, G., & others. (2023).
Predicting factors of neurodevelopmental performance in children with
phenylketonuria. American Journal of Medical Genetics Part A, 191(6),
1525-1529. https://doi.org/10.1002/ajmg.a.63174.

3. Tang C., Li L., Chen T., (2024). Newborn Screening for Inborn Errors of
Metabolism by Next-Generation Sequencing Combined with Tandem Mass
Spectrometry. International Journal of Neonatal Screening, 2024, 10(2):28.

4. Hanley WB, Platt LD, Bachman RP, Buist N, Geraghty MT, Isaacs J, O’Flynn
ME, Rhead WJ, Seidlitz G, Tishler B. Undiagnosed maternal phenylketonuria:
The need for prenatal selective screening or case finding. Am J Obstet
Gynecol. 1999;180(4):986—994. doi:10.1016/S0002-9378(99)70576-5.
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BUNAOOK CUHOPOMA OKYPA-YYHIA:
CKNAOHWUW WNAX OO0 AIArHO3Y

®domeHko H. M.1, CamoHeHko H. B.2, ®eguHcbka O. B.3

! JeaHO-®paHKiecbKull HaujoHanbHUl MeduyHuUl yHisepcumem,
M. leaHo-®paHKieCbK
2 LleHmp opgbaHHUX 3ax8oprosaHb ma 2eHHoi mepanii HCJ1 « Oxmamoumy,
M. Kuie
3 lsaHO-®paHKiecbka obriacHa dumsiya KiiHiyHa JikapHs,
M. leaHo-@paHKieCcbK

AKTyanbHicTb. CnekTp reHeTUYHUX CUHOPOMIB, SIKi CYNnpPOBOLXKYHTbCHA
NOPYLUEHHAM  HENPOPO3BUTKY, [AOMOBHETECA HOBUMW  HO3OMOMYHUMU
doopmMamu, O CTano MOXIVUBUM 3aBOAKN iOeHTUIKaLil MyTaHTHUX anenen y
reHOMi JIOAMHU LUMSIXOM MOBHOMO €K30MHOro CeKBEHYBaHHA. 30Kpema, Y
2016 p. 6yB Bnepwe onucaHmn cuHgpom Okypa-YyHra (Okur-Chung
Neurodevelopmental Syndrome, OCNDS)[3]. Baxaemo [ouinbHUM
NoBiJOMUTN NPO AaHuM CcuHApPOM, Lo 6yB AiarHOCTOBaHM y nauieHTa 3
Mpukapnatcekoi nonynsadii y 2025 p., 3 METOK 03HANOMITEHHSA 3 HUM LLMPOKOro
kona nikapis. CuHagpom Okypa-YyHra ue pigkicHe reHeTU4YHe 3axBOPHBaHHSA,
O XapaKTepusyeTbCHA MOPYLUEHHAM Heupopo3BuTKy. BoHO noB'a3aHe 3
myTauiamm B reHi CSNK2A1, akunin kogye 6inok CK2a — ogHy 3 KataniTU4HMX
cyboauHULUb  CepuH/TpPeOoHiH-NpoTelHkiHasn CK2. Twun  ycnagKyBaHHS:
ayTOCOMHO-AOMIHAHTHUIW, HanyacTiwe MyTauil — de novo. Ha gaHui 4vac
onncaHo 6nuabko 300 Bunagkie, Ginbwicte aBsTopiB [1,2,3,4,] BioMmivalOTb
MamxKe Yy BCiX XBOPWUX BiCTaBaHHA Yy MNCUXOMOBJIEHHEBOMY pPO3BUTKY, Y
noganbLiomy y 70% nauieHTiB KOrHIiTUBHY HEAOCTATHICTb NaUEHTIB, TPYAHOLLI
B HaBYaHHI, po3naawn aytuyHoro (PAC), noBeaiHKoBI po3nagu, Taki 9K iCTepUKN,
CTEPEeOoTUNHI pyxu pykamu, NOpyleHHS CHY 4Yepe3 MNOopyLeHHS LMpKagHoro
pUTMY, OYXXE XapaKTEpHOK € M’a30Ba [FinoTOHis, npubnuaHo y 1/3 piten
CYyOOMHUA CUHOPOM, Yy OEeHOTUNI MOXYTb OyTKM OKpemi nuuesi Anamopdil,
pidlle O3HaKM M’A30BO-CKENEeTHOI Aaucnnasii, Takox Yy OinblocTi Aaiten
CNoCTepiraeTbCA 3Ha4yHe BiAcTaBaHHSA Yy POCTi MPU HOpPManbHMX MOKa3HMKax
COMaTOTPOMNHOro ropmoHy. [yxe 4acTo Ha nodaTky MaHidecTtauil BUHMKae
nigo3pa Ha meTaboniyHe 3aXBOPIOBAHHS.

Onuc Bunapgky. [utnHa-npobaHg Hapoaunacb y MOMogux 3400POBUX
GaTbkiB, SAKi 3anepedvyloTb CHOpiAHEHICTb Wby, BariTHICTL nepla, 6e3
yCKnagHeHb, nosiorn disionoriyHi y TepmiHi 40 TwxkHiB, Maca Tina npu
HapoaxeHHi 3600 r., 3picT — 52 cm, ouiHka 3a Anrap 8/8 6an, BunucaHa Ha 3-1
AeHb. Ha paHHbOMY LITY4YHOMY BUrogoByBaHHI (3 1,5 micauis). Y Biui 5 mic.
MaHicbecTyBaB eninienTU4HUN CUHOPOM (KIMOHIKO-TOHIYHI CyaoOMM 3 BTPaTORo
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CBIQOMOCTI, Npu enekTpoeHuedanorpadii BUABNEHi BOrHWULLA eniakTUBHOCTI),
HeBpONoroMm OyB Npu3Ha4YeHUn genakiH, SKMKU XBopun npumnmas 6 mic. lNicns
1-ro poKy XWUTTS CTano OYEeBUOHUM BigCTaBaHHSA Yy NCMXOMOBNEHHEBOMY Ta
MOTOPHOMY PO3BUTKY, TaKOX CMOBIfIbHMBCS PICT, AUTUHA Mana BUBiIpKOBUIA
aneTuT, noraHo Habupana y maci Tina, cnocrepiranocs nepiognyHe 6s10BaHHS.
Y BiUi 3 pokn 7 Mic. XBOpPUA NPONLLOB OBCTEXEHHA B €HOOKPUHOSMOrNYHOMY
Bigaini HOCJ1 «Oxmatout», Oe 6yB BCTaAHOBMAEHMA AiarHo3: HaHiam
igionaTnyHMn (picT — 3,2 CUrMun, PiBHI COMaTOTPOMNHOrO roOpMoHy BasanbHum i
NPU HaBaHTaXeHHi Ta iHCyniHOMOAIGHMM dhakTop POCTYy B HOpMI), nicns
KOHCYnbTaUil reHeTuka 6ynu 3annaHoBaHi credianbHi 06cTexXeHHA (BioXimiyHi,
LNUTOreHEeTUYHI Ta MOMEKYNAPHO-reHEeTUYHi), 0aHaK He BCi 0b6CTexeHHA Oynu
NpoBefeHi Y 3B’A3KY 3 KOPOTKOYacHUM nepebyBaHHAM XBOPOro Yy cTalioHapi Ta
pekoMmeHZoBaHa NOBTOPHA KOHCynbTauid. Y Biui 4 poku 9 Mic y 3B’A3Ky i3
30epexXeHHAM OCHOBHOI CUMMTOMAaTUKN (BiACTaBaHHS Y NCUXOMOBIIEHHEBOMY
pPO3BUTKY, NOBELIHKOBI po3nagun, noraHMn CoH, AudysHa M’'a30Ba riNOTOHIA Y
noedHaHHi 3  HaHisaMoM) auTuHa 6yna  obcTexeHa Yy  XapkiBCbKOMY
cneujianisoBaHOMY MeaANKO-reHEeTUYHOMY LeHTpi. PeHOTMMNOBO NpU HAsIBHOCTI
OKpEMUX  HecneungiyHnx ocobnMBOCTEN  YiTKMX [AaHUMX 34  MNEBHY
cuHOpomanbHy natonorito He BusaBreHo. [lpu GioxiMiyHOMY OB6CTEXEHHI:
He3Ha4yHe NigBULLEHHS nipyBaTy, apriHiHy, CE40BOI KUCIIOTU CUPOBATKN KPOBI;
nakrtaT, KpeatTuHdocdokiHasa B HOpPMi, MIKpOENEMEHTU Ta BiTaMiHMN KPOBI TEX
Yy HOPMi, KpiM HE3HAYHOIO 3HMWKEHHS CMPOBATKOBOrO 3ari3a Ta BiTamiHy [1, ane
YiTKOro HO30S0MYHOro AiarHo3y He BCTaHoBMeHo. [OuTuHa BunucaHa 3
pekoMeHgauisiMu no JieTi Ta MeankaMeHTO3HOMY fikyBaHHIo (beTaiH, 6ioTuH,
KpeoH, BiT. [). lNpu ormsgi autmHu  reHeTukom  (IBaHO-PpaHKiBCbKUA
HauioHaNbHUN MeOUYHUN YHIBEPCUTET) Y Bili 9 pPOKIB BiA3HAYEHO: XNOMYUK
Aani Mmae 3HayHy 3aTpuMKy y pocTi (- 3,6 curmun), beHoTMNOBO: CBiTNa LWKipa i
BOSIOCCS, HE3Ha4yHWK TrinepTpMxo3 CAWHK, ronydi panayXkm Ta CcKnepw,
ANCNNACTUYHI BYLLHI pakoBMHW, rinonnasia emani 3y6iB, MHOXWHHUI Kapiec,
rinepmobinbHiCTb cyrnobiB, KOHIYHA dhopma TepMiHanbHUX (panaHr nanbuis,
aewo 36inblIEHNN XMBIT, NepioguvyHO CXUMbHICTb A0 3akpeniB. 3 60Ky
BHYTPILWHIX opraHiB 6e3 BUpaXeHUX naTonoriyHnx BigxuneHb. [pu
NoBTOpHOMY BioximiyHOMY obcTexeHHi (nabopatopia «Eckynab») 6yno
BUABSIEHO NIOABULLEHHS Yy CUpOBaTLUi KpPOBI MeTUNricTMAuHY, acnapariHoBol
KNCNOTWN, 3HWKEHWW piBeHb nipyesarty. [niaguHoOBY eHTeponaTito Ta
HEMEPEHOCUMICTb NaKTo3M BUKNOYEHO. [OWTMHI npoBegeHa MarHiTHO-
pe3oHaHCHa Tomorpadisi MO3Ky: CTPYKTYPHUX 3MiH He BUABJIEHO. [1OBTOPHO
npoBedeHa enekrtpoeHuedanorpadis: €BWUW, €niakTUBHOCTI Ha 4ac
ob0CcTexXeHHss He 3acpikcoBaHo. [lcuxiaTpoM KOHCTaTOBaHa KOMHITUMBHA
HedOCTaTHICTb 3 efleMeHTamMu posnagiB ayTUYHOro cnektpy. BcTtaHoBneHo
AiarHo3: HaHi3aM HeyToYHEeHOro reHesy, KOrHITMUBHA HeOOoCTaTHICTb 3
ernemeHTamn PAC Ha Tni MOXIMBOro CnagkoBOro NOpylweHHs meTtaboniamy.
3Baxalunm Ha HasiBHY KINiHIYHY CUMNTOMaTUKy, BapiabenbHi MOoKa3HMKK
aMIHOKUCITOTHOIO CMEKTPY KPOBI, BiACYTHICTb YiTKOrO HO30S0rM4YHOro AiarHoay,
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AVUTUHY Oyno ckepoBaHO Ha pedepeHTHe obcTexeHHs y LleHTp opdaHHmuX
3axBoptoBaHb Ta reHHol Tepanil HOCIH «Oxwmatont» M. Kwuesa. [lpwu
npoBefeHHiI baraTonaHenbHOro cekBeHyBaHHsA (nabopartopia «Invitaey», 2360
reHiB, LLIO acouilolTbCA 3 NOPYLUEHHAM HEepBOBO-NCUXIYHOrO Ta (Qi3UYHOro
pO3BUTKY) BYNno BUABIEHO AeKifnbKa BapiaHTiB reHiB (4Ba 3 HUX NaToreHHUx Ta
11 3 HeBU3HAYEHNM 3HAYEHHSM Y reTepO3UroTHOMY CTaHi) MpU ayTOCOMHO-
peLecMBHOMY TuMi ycnagkKyBaHHSA, LLO anpiopi 3arnepedysBasnio MpPUYETHICTb
AaHuX reHiB A0 popmyBaHHA onucaHoro dgoeHotuny. [diarHOCTUYHMIA MOLUYK
Oyno npogosxeHo. 3a pesynbTaTamMy MNOBHOIMO EK30MHOro CeKBeHYBaHHS
(nabopatopia 3Billion, Kopesq) igeHTudikoBaHO BapiaHT reHy CSNK2Al
(cDNA:NM_1775596:¢c.572G>C) y reTepo3nUroTHOMY CTaHi, AKMN, aCoL,il0ETLCSA
came 3 ayTOCOMHO-AOMiHaHTHUM cuHapoMoM Okypa—YyHra.

O6roBopeHHA. [lopiBHIOOYM ONMCaHUN BUNAOOK 3 HaBeaEeHUMMU
BUNagkamu y nitepaTtypi, cnig BiaMiTUTU HAsBHICTb K i4€HTUYHOCTIi OCHOBHOIO
CUMMTOMOKOMITEKCY Y HUX, TaK i BUSBIEHHS MYTAQHTHOrO BapiaHTy came reHy
CSNK2A1. | xoua BapiaHT reHy CSNK2A1 y Haloro xsoporo knacudikoBaHum
Ha OaHUW Yac sK BapiaHT 3 HEBM3HAYEHMM 3HAYEHHSM, BBaXXaeMO AiarHo3
cnHgpomy Okypa-YyHra B HbOro foBeaeHuM, a gaHun BapiaHT reHy CSNK2A1
NOBUHHMI BYTN peknacudikoBaHUN K NaTOreHHUN.

BucHoBoOK: [10BHE €K30MHE CEKBEHYBaHHS y)Ke 4acTO € KNYOoBUM AS1S
BCTaHOBMNEHHSA HO30MOr4YHOro AiarHo3y, BU3Ha4YeHHs NporHo3y Ta npoBeAeHHd
peabiniTauii y giten 3 nopyLleHnM HENPOPO3BUTKOM.

Knro4oBsi cnoBa: Okypa-YyHra cMHOpOM, HaHi3M, 3aTpuUMKa HEMPOPO3BUTKY, FeH
CSNK2A1
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