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PACMPOCTPAHEHHOCTb
FEHETUYECKUX U BPOXOEHHBbIX
AHOMAIIUA Y HOBOPOXOEHHbIX OETEWU
C M’MMNOKCUYECKU-ULLEMUYECKON
3HUE®ANOMNATUEN

Mamepnsage I'.T.%, KypbaHosa [.9.%, M6parumosa
H.®.1, Myctadpaesa K.T.1, CmupHosa E.E*

1. HAN AkyiepcTtBa 1 ruHekonormuu

Pe3rome

B o630pHon cTatbe npuBeOeHbl AaHHble
nccnegoBaHUn, MNOCBSLLEHHbLIX U3YYEHUHO
B3aUMOCBSI3U FTEHETUYECKNX U BPOXKOEHHbIX
aHomanumn y HOBOPOXXOEHHbIX c
rMNOKCUYECKM-ULLIEMUNYECKON
3HuedanonaTmen. OTmeueHo, yTo
HapyLLUEHNA HEBPOJSIOrMYEeCKOro pasBuTUSA
cTanu Hambonee BaXHbIM COMYyTCTBYOLLNM
3aboneBaHMeM Yy HOBOPOXAOEHHbIX C
BPOXOEHHbIM MOPOKOM cepaua.
NoeHTndukaumm

NoTeHUManbHbIX reHETUYECKNX
MOANMUKATOPOB MOXET CrnocobCcTBOBaATL
Oonee ueneHanpasfieHHON Tepanuu Ans
ynyylweHus pesynbTaTtoB W CHUXEHUS
3aboneBaemMocTu.

Knroyeeblie crnoea: HOBOPOXAEHHbLIE AETH,
rMNOKCUYECKN-ULLIEMMNYECKAS
3HUedanonaTnsa, reHeTudeckue myTauumu,
BPOXOEHHbIN MOPOK cepaua

HeoHaTtanbHas MMNOKCUYECKN-
nwemmnyeckas aHuedanonatus (M3) - ato
Tshkenoe 3aboneBaHue, KoTopoe
BCcTpe4yaeTca Yy 1-8 HOBOPOXOEHHbLIX Ha
1000 poxgeHun BO BCEM MUpe U Ha A0S0
KOTOpOro npuxoguTcs 23% BCex
HeoHaTanbHbIX cmepTen [1]. BaanmocBaab
Mexay rMna n CONyTCTBYHOLLMMU
reHeTU4eCKUMM nnn BPOXAEHHbIMU
aHOManMsiMn crioXkHa. Y HOBOPOXAEHHbIX C
M3 wmoryt ObITb  conyTCTBYyHOLLME
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3aboneBaHusi, npegpacnonarawwmne K
rMNOKCNYECKU-ULLIEMUYECKUM

nospexageHnam Bo BpeMsi pogoB. HescHo,
Kak  reHeTMyeckme W  BPOXOEHHble
aHoManun BrvsalT Ha pesynbTaThl V3. B
HEeKOTOpPbIX cnyyasax OCHOBHOW
reHeTU4ecKum aedekT MOXeT
npegpacnonarate K passutuio N3 y
pebeHka B npouecce pOaoB.
AnbTepHaTUBHO, NPUYNHOMN HEOHATaNbHOW

3HUeddanonaTum MOXeT ObITb
reHeTUYecKas Unu BpoXXaeHHas aHomanums,
KoTopas, cnepoBaTernbHO, MOXeT

nmutnpoBatb N'M3. Takke BO3MOXHO, 4YTO
reHeTnyeckas unm BpoXxaeHHass aHomanus
npegpacnonaraet pebeHka K pasBuUTUIO
TMNOKCUMX, a TaKkke SABNSETCS MNPUYMHON
HeoHaTarnbHON 3HUedhanonaTun, He
3aBUCHLLEN oT TMNOKCUYECKM-
nwemmyeckoro npouecca. HakoHeu, B
HEKOTOpbIX Chnyyasx reHeTudeckas wnm
BPOXOEHHAA aHOMarusa U rMnoKCUs MOryT
ObITb COBEPLUEHHO HE CBA3aHblI [2].

A.S. Morell et al[2] npeacTaBunu
pesynbTaTbl nccnegoBaHus
HOBOPOXAEHHbIX ¢ N3, KoTopble npoLunm
reHeTnyeckoe TeCTUPOBaHWE NMPU HanMyuum

KMUHNYECKNX noKasaHun. [eTtun C
N3BECTHbLIMN reHeTU4YecKuMmn nnm
BPOXXAEHHbBIMU aHomManusmu Obinu

NCKNtoYeHbl. [lepBuYHbIN pesynbTaT, T.e.

CMepTb nnm HapyLleHne HEepBHO-
NMCUXMYECKOrO pPasBUTUA, ONPeaenssnica B
Bo3pacTe [ABYX JfleT C  MOMOLLbIO
CTaHOapTM3NPOBAHHOTO

HeBpoornyeckoro obcnegoBaHus, LKanbl
pa3BuTna MnageHueB bewnnu, TpeTtbe
nsgaHme (BSID-IIN), n LUKanbl
Knaccudpukaumm obuen
MOTOpPUKN. BTOpUYHbIE pesynbTarhl
BKIoYanm JEeTCKNI uepebpanbHbI

napanuy ” nokasaTenu [OBuraTenbHbIX,
KOFHUTMBHbBIX M A3bIKOBbIX CMOCOBHOCTEN
no wkane BSID-IllB Bo3pacte AOByX
net. N3 500 mnageHues ¢ N'MN3 y 24 (5%)
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Oblna gnarHocTMpoBaHa reHeTmyeckas (n =
15) nnu BpoxaeHHaa (n=14) aHomanus. Y
HOBOPOXAEHHbLIX C TEHEeTUYEeCKUMU Unn
BPOXAEHHbIMM aHOManMsaMm un 6e3 Hux
Habnoganncb CXOXune nokasarenu
TSOKENon aHuedanonatMn U pesynbTaToB
MarHMTHO-PE30HaHCHOM Tomorpadcum
(MPT) ronoBHoro Mosra. OpHako Yy
HOBOPOXAEHHbLIX C TEHEeTUYEeCKUMM Unn
BPOXOEHHbIMM aHOMAanMsaMnU BEPOSTHOCTb
cMepTH nnm HapyLleHne  HepBHO-
NCUXNYECKOro pasBuTna Obina Bbiwe (75%
npoTtus 50%, P = 0,02). Cpeaun BbIKMBLUMX
y Tex, Yy Koro Oblna reHeTuMyeckass wunu
BpOXOeHHas aHomanus, vawe
AnarHocTnpoBann OeTCKuh LuepedbpanbHbii
napanuy (32% npotus 13%, P = 0,02), ny
HUX Obinu 6onee HM3kue 6annel BSID-III BO
BCEX Tpex obnacTtsax, Yem Y BbDPKMBLUNX
nocne MM3 6e3 Takmx aHomanuu. [lo
AaHHbIM aBTOPOB, ANCrEHE3ns1 FOfI0BHOIO
Mo3ra Obina Hanbonee pacnpocTpaHeHHOM
BPOXOEHHOW aHOManven B mUccriegyemomn
KoropTe u Habnwganacb y wectn ua 473
yenosek (1,3%) HOBOpOXAEeHHbIX [2]. B TO
Xe Bpemsi, KpyrnHoOe MpOCMNeKTUBHOE
nccrnegoBaHue criydavHbiX  pes3ynbTaToB
MPT ronosHOro mosra y gerten nokasano,
yTo y 20 13 11 679 (0,2%) 3a00poBbIX AeTEN
B Bo3pacTte oT geBsatv Ao 10 net Obinu
BbISIBfIEHbl MOPOKN PasBUTUS TFONMOBHOMO
MO3ra, BEHTPUKyromeranms nnu
rmnonnasms moadxedka [3]. CpaBHeHue c
3TUM MoKasaTtenem 3a npownble rogbl
nossonmno A.S. Morell et al.[2] npeanono

XWUTb, YTO AUCreHe3ns TONOBHOIMO Mo3ra
MOXeT ObiTb CBfi3aHa C MNOBbILEHHbLIM
puckom M'M3.

Y HOBOPOXAEHHbLIX C AamarHo3om [UND
Hanuyne reHeTU4YecKOM UM BPOXOEHHOWN
aHoMarnumm MoXeT ObiTb HE3aMeTHbIM Mpu
POXOEHUN UNWN JaXe B NepBble OHW KU3HW.
Pesynbtatbl A.S. Morell et al.[2] noka3biBa
IOT, YTO KIIMHULUMCTaM, yXaXuBawwmum 3a
HOBOPOXAEHHbIMKU € T3, BaXkHO y3HaBaTb
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O reHeTUYEeCKNX HapyLUEHUSIX B CEMENHOM
aHaMHe3e W WMEeTb HU3KWA nopor Ans
npoBeAeHUs1 reHETUYECKOro TECTUPOBAHMUS
npu BbIABMIEHMM  ANCMOPONOrMyeckmnx
0COBEHHOCTEN UIM CepPbE3HbIX OpPraHHbIX
aHoOManun. PacTywas AOCTYMHOCTb
ObICTPOro cekBeHMpPOBaAHUS BCEro 3K3oMa u
BCEro reHoma Takke MOXeT NPMBECTU K

NOBbLILIEHUIO aheKTUBHOCTH
noeHTunkaumnm o] reHeTU4YeCcKnx
dakTopax, BAUAKWMX Ha pas3suUTue

HepBHOW cuctembl y geten ¢ NI

[ns BbIABNEHUS CKPbITbIX FEeHeTUYEeCKnX
aedekros T.U.J. Bruun et al. [4] B
NMPOCNEKTMBHOM KOFOPTHOM MCCreaoBaHun

NpPUMEHNNN NMOJSTHO3K30MHOE
CekBeHnpoBaHue (whole-
exome sequencing - WES) y OOHOLLEHHbIX
HOBOPOXOEHHbIX c HeoHaTanbHON
aHuedanonaTtuen. B nccnegosaHmne Gbinn
BKITHOMEHbI 19 [JOHOLLEHHbIE
HOBOPOXAEHHbIE C HeoHaTasibHOM

9HuUedanonatnen n 6e3 nepuHaTanbHOM
acdukcum B aHamHe3e. WES 0Obin
BbINOSIHEH C ucnonb3oBaHnem [OHK y 14
nauneHToB n obounx pogutenen. ABTopamm
ObIN NOATBEPXAEH FEHETUYECKUA AnarHo3
y NATU naumeHToB (36%): anunentmnyeckas
SHUedanonaTtus, cBs3aHHasa C ayTOCOMHO-
OOMUHAHTHbLIMU

BapunaHTamu de novo B SCN2A (p.Metl54

5Val), KCNQ2 (p.Asp212Tyr) wun GNAO1

(p.Gly40Arg); aednumnt CMHTETa3bl
NMNOEBOM  KUCMOTbl  U3-3@  CMOXHbIX
reTepo3nroTHbIX BapuaHTOB

B LIAS (p.Ala253Pro u p.His236GIn); n
3HUeddanonaTus, cBA3aHHasA c X-
cuenneHHbIM

BapnaHToMm CUL4B (p.Asn211Ser).
ABTOpbI NpULLIN K BbIBOAY,
yto WES nomoraet npu NoCTaHOBKe
reHeTU4YecKoro [fuarHos3a HeoHaTasnbHOu
9HuUedanonatum  wwunu  cygopor  u
NOBPEXOEHWN FONIOBHOIO MO3ra v CHMTatoT,
YTO 3TO pacLMPUT Hawe MOHUMaHue W,
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BO3MOXHO, no3BonnT pa3spaboTaTb
cTpaTternm LeneHanpaBneHHoro
HENPONPOTEKTOPHOrO NeYeHns.
ConyTcTByYHOLWMI AvarHos OCHOBHOW
reHeTUYECKON UNN BPOXAEHHOW aHOManuMm
nmeet BaXXHble NPOrHOCTUYECKNe
nocneacTema Ansg HOBOPOXAEHHLIX ¢ T3
" HeoHaTarnbHoOMn 9HUedanonaTuen,
NocKonbKy OHM  npefsewarT ©Oonee
BbICOKNN PUCK HEBNAronpusTHbIX MCXOO0B.
Tak, no JaHHbIM
uccrnegosanua A.S. Morell et al. [2], cpean
HOBOpOXAeHHbIX ¢ U3 y 5% 6bina
AnarHoctmpoBaHa  reHeTuyeckaa  unu
BpOXgeHHas aHomanus. HecmoTtpa Ha
CXOXWE KIMMHUYECKME MapKepbl TSXKecTn
M3, y neten ¢ N’M3B n reHeTnyeckon unu
BPOXOEHHON aHomMmanuven Habnwganucb
Xygwuve pesynbTaTbl HEBPOSIOrMYECKOro
pa3BUTUS, YEM Y HOBOPOXKOEHHbLIX TONBKO C
a.

C.M. Parobek et al. [5] npegnonoxunu, 4To
Yy HEKOTOpbIX HOBOpPOXAEHHbIX ¢ U3
UMEKTCA  FeHEeTUYeCKMe  HapylleHus,
HanoMmuHawuwme asHuedanonatuo. [lo
JaHHbIM aBTopoB, B 25% cny4aeB Yy
naumeHtoB ¢ W3 pguarHocTupoBaHo
reHeTn4yeckoe 3aboneBaHue.

K.E. Woodward et al. [6] npeanonoxunu,
yTo y nauymeHtoB ¢ MO moryT ObiTb

MyTaumm B T[eHax BOCMPUMMYMBOCTH,
ocOBeHHO B MyTsX  3HepreTU4eckoro
mMeTabonmama, noBbILWaoLwme pUCK
uepebpanbHou 3HepreTnyeckomn

HeAOoCTaTOMHOCTM BO  BpPeEMsi  poAoB,
0COBEHHO MpPWU OTCYTCTBUM KIaCCUYECKMX

drakTopoB pucka nepuHaTasnbHOn
acdukcun.  ABTOpHI pEeTPOCNEKTUBHO
n3yunnu pacnpoCTpaHEeHHOCTb
reHeTUYyeckMx  MyTauuMm B KoropTte
AOHOLLEHHbIX AeTen, y KoTopbix 6bina
AnarHocTnpoBaHa o, c
NCrnonb3oBaHNeM YCTaHOBMEHHbIX

KNUHUYECKMX 1 nabopaTopHbIX KpUTepmnes
[7]. B pamkax aTOoM KOropTbl aBTOpbI
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BblAENUAW  noArpynny  nauuMeHToB, Y
KOTOpPbIX OblNM  KNMHMYECKME MPU3HAKK
M3, HO He 6bINO  CyLWeECTBEHHbIX
¢dakTopoB pucka acdukcuu, B OCHOBE
3TOro feXxanu reHeTuyeckme myTtaumm. ATu
AaHHble nogyepkmBaroT Ba)XHOCTb
TWAaTeNnbHOro  U3y4yeHUs aHamHesa U
KIMUHWUYECKON KapTUHbl HOBOPOXAEHHbIX, Y
KOTOPbIX nepBoHa4anbHO Obina
anarHoctmposaHa U3, u panbHenwero
N3y4eHUsT BO3MOXHbIX BTOPUYHbLIX UN
NPOBOLMPYIOWNX MPUYMH, €CIKM OHU He

ObInn YCTPaHEHHbI. Takke B
nccneposanmmn K.E. Woodward et al.

[6] BbInn BbIABSIEHbI naumeHTbl C
pasfMyHbIMU 3TUONOrnsaMH,
CnocobCcTBYHOLWMMN pas3BUTUIO
HeoHaTanbHOW 9HuUedanonatun. XoTd
naToun3nonormio, nexatlyto B ee OCHOBe,
TPyOHO MNOSMHOCTBIO  MOHATb, aBTOPbI
oTMevaloT, 4yTO 3TN naumeHThbI

rMNOTETUYECKN AENATCHA Ha 2 pasfuyHble
kateropun. [lepeaga rpynna - 3TO
nayneHTbl, MmuTupyowme N3, y KoTopbix
HeoHaTanbHas 3HUedanonaTns
nMUTMpPOBana nepuHaTanbHy0 acquKCuo,
HECMOTPS Ha  OTCYTCTBME  TUMUYHbIX
CTPECCOBbIX (PaKTOPOB MpU POXOEHUMN.
3atem MoxeT 6bITb MOCTaBfieH BOMNPOC O
TOM, YTO TepaneBTMYeckass rMnoTepmMus

BpS4 NU NpUHECET NONb3y  3TUM
naumeHTam, NMOCKOJTbKY He Obino
crydamHon acdukcun, n, criegosaTenbHo,
cywiecTtByeT COMHUTENbHas
HeobGXxoOuMMOCTb B nNpeaoTBpalleHumn
BTOPUYHOIO  MNOBPEXOEHUA  HEWPOHOB.

lMockonbKy TepaneBTUYECKasi rmnoTepmMus
MOXET  MNpPMBECTU K  3HAYUTENbHbIM
No6oYHbIM adhheKkTam n HexenaTenbHbIM
ABNEHUAM, NPOAOIHKEHNE ee NPUMEHEHNS
MOXET, Npu OTCYTCTBMM nokaszaHun (M3
CpefHen n TSXEernon CTeneHn), NpuBecTn K
yxXygweHuio ucxogos. Btopas rpynna
BKIIOYAET TeX NauneHToB, KOTopble MOoryT
O6biITb 6Gonee ys3BMMbI K acdukcmm npu
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HOPpMarlibHbIX  yCnoBudax poaos n3-3a
npenpacnosioxKeHHOCTU KNeToK K

3HepreTnyeckomy cOol0 B pesynbTaTe
cneunduyeckux reHeTU4eckUx MyTauun.
Mpn  GeckucnopogHOM  MOBpeXOeHuu
rOfIOBHOMO MO3ra MnpOUCXOAUT  XOPOLLO
ONMMUCaHHbIN  (PU3MONOrMyecknn Kackag,
NPUBOLALMN K KITETOYHOM ANCHYHKLUNN 1
cveptn [8]. OnucaHHble MexaHW3Mbl
BKMOYAOT  OTKa3  WMOHHbIX  KaHamnoB.,
aKkTMBauuto HenpomMeanaTopos,
ANCYHKLUMNIO MUTOXOHOPWN,
HenmpoBOCMNaneHne W akTuBauulo MnyTen

anonto3a [8]. MHorne reHeTu4eckue
MyTauumm, BbISIBNEHHbIE B
nccneposanmn K.E. Woodward et al.

[6], urpatoT  onpedeneHHyrww  pofb B

KNEeTOYHOM 3HEepreTM4eckoMm Kackage, 4To
NO3BONUMO aBToOpaM MNPEeAnoNoXUTb, YTO
naumeHTbl BTOpPOWN rpynnbi bonee
noaBepXeHbl 3HepreTnyeckoMmy cboro npwm
HOpPMarnbHbIX YCNOBUAX pPOAOoB. Y Takux
naymMeHToB TaKke MOXeT ObiTb ©Oonee
Tskenas MO, yem MOXHO oXmaaTb, U3-3a
bonee BbIpaX>X€HHOM KNeTo4HOM
3HEepreTMYeckon HeAOCTaTOYHOCTU, Aaxe
Npu He3HaunTenNbHbIX akTopax pucka.
OpgHa wn3 rpynn reHeTMyYeckux MyTauumn,

BbISIBSIEHHbIX B xoae
nccneposanua K.E. Woodward etal.  [6],
OTHOCMMAcb K  LUMPOKOW  KaTeropuu
kaHanonatun. Y 1 nauveHTa Obina
obHapyxeHa MyTauus B KCNQ2,
Kannesom KaHane, ynpaBnsieMom

HanpsKeHMeM, KOTOpbIN, Kak coobLianoch
paHee, umuntupyet '3 [1, 4]. OH xopoLwlo

M3BEeCTEH  MpU  pasfM4yHbIX  TuUnax
anunencum u3-3a  €ro  BIUSHUS  Ha
MOBbILIEHHYO BO30YAMMOCTb, Kak Mpw

A0BpOKaYEeCTBEHHbIX, TaK U NPU TAXKEnNbIX
dopmax KnMHU4ecknx peHotumnax [9]. Xota
pornb myTaumm KCNQ2 B aHepreTnyeckom
HeJOCTaTOMHOCTUM HeAOCTaTOMHO onucaHa,
posb Kanus B 3HepreTN4eCcKon
HeJOCTaTOYHOCTU npeanonaraeT, YTo OH

23

Azarbaycan Pediatriya Jurnali
2025

noTeHUuManbHO MOXeT crnocobcTBoBaTh
pa3suTnio M3, JTO Takke MOXET BHECTU
nytaHMuy B knaccudpukaumwo U3,
BbI3BaHHOWN cygoporamu, Kak
ONarHoCTU4eCcKoro cpencTia,
nMmuTHMpylowero  ux.  dnunentuyeckune
3HUedanonaTuu, Bbl3BaHHbIE
myTaunamm KCNQ2, xopowwo noaaaroTcs
neyvyeHno BGnokatopamu HaTpUeBbIX
KaHasioB, KOTOpble He SABMSATCSA TUMNYHBIM
cpeacTBoM BblIOOpa nNpu HeoHaTalbHbIX
cygoporax npu poxaeHuu, n 6onee paHHee
BbisIBfIeHWe 3ToW MyTauum Morno  Obl
npuBectn K 6Gonee cBoeBpPEMEHHOMY
KyNUPOBaHUIO MNPUCTYMNOB, Y4YuUTbIBas, 4TO
nayneHT ©Obln HEBOCNPUMMYMB KO BCEM
HavanbHbIM MeTogamMm nedeHusa [10]. Y
ApYyroro naumeHTa TecTupoBaHue BbISIBUITO
mytauuio B SCNOA, HaTpveBOoM KaHane,
ynpaBnseMoOM HanpsbkeHneMm, KOTOpPbIN,
KaKk WM3BECTHO, BbI3bIBAET LEMbIA CNeKkTp
¢eHOTMMNOB,  BKMNOYad  HeoHaTaslbHYHo
anunenTuyecky aHuedanonatuio [11].

XOoTs  4YeTKOW  MPUYMHHO-CNEeACTBEHHON
cBasm ¢ WD Her, ee ponb B
3HepreTMyeckomn HeaoCTaTOYHOCTH
npeacraBnseTcss BEPOSATHOW, YyuuTbIBad
pofib  NOTOKa HaTpuss B KIETOYHOM
KOMMYHMKaLMmn n crabunusauum

mMemMbpaHHoro noteHuuwana. Kpome TOro,
CBOEBpPEMEHHOE BblSIBNEHNE aToro
anarHosa morno 6bl npuBectn Kk 6Gonee
paHHEMYy KOHTPOMK Hag npucTynamu,
yuntbiBass U3BECTHYIO 3PJEKTUBHOCTb
6rnokaTopos HaTpUeBbIX KaHanos
[11]. K.E. Woodward et al. [6] oTmeuvatoT,
YTO KOHTPOIb Ha NpUCTyNnamun yny4Luunncs
nocrne TOro, Kak aToMy nauueHTy Obina
Ha3HayeHa NPOTMBOCYOPOXHAA
MeguKaMeHTo3Has  Tepanus.  [Momumo
9TOro, aBTOpPbl COOBLLADT O MHOXeCTBe
ApYyrux KaHanonatun, cBs3aHHbIX ¢ N3,
KOTOpble KaK WMUTUPYIOT KIWHUYECKME
CYMMTOMb, Tak noTeHumansHo
MOBbILIAOT BOCMPUMMYMBOCTb K HUM.
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K.E. Woodward et
al. [6] ngeHTUMLMpoBanu 3 reHa-

KaHanpaTa, KoTopble MOryT ObITb CBA3aHbI
c N'N3. MNepBbiM 13 HUX aBnsieTca CDKL5,
npegcrasnsaoWwmm cobon NpPoTEUHKUHA3Y,
KoTopasi oOTBeYyaeT 3a (OopMMPOBaHUE,
pOCT, MWUrpauuilo HEeWpOHOB, [eneHue
KNEeTOK N CUHANTUYECKYH (PYHKLMIO U YacTo
accouummpyeTtcsd c HeoHaTasIbHbIMMU

ANUMENTUYECKNMHU 9HUedanonaTusam.
BTopbim asngaeTca ISY1, KOTOpPbI/
aBnsieTca drakTOpOM crnnancuHra

npemPHK [12]. B HeM HeT 3HaunTensbHoro

Konmyectsa coobuweHun o - crniyyvasix,
CBA3aHHbIX c HEBPOJIOrMYEeCKUMU
accoumnaumnamu; Takum obpasowm,

KITMHUYECKOE 3Ha4YeHue IToro SBIEHUS
HenssecTHO. Tpetbum aBngaetcsa KIF1A,
KOTOpbIN cnocobCcTByeT aHTeporpagHomy
nepeHocy npeaLwecTBEHHNKOB
CUHAaNTUYECKUX MYy3blPbKOB BAOSb aKCOHOB,
M O Hem coobuanocb y nauuMeHToB C
cygoporamu n aHuedanonatven, a Takke
CO  CMEeKTpoM  Apyrux  3abonesaHui
LLeHTpanbHOW 1 nepuepmnyeckon HepBHOM
cuctembl [13, 14]. Ewe 3 reHa 6binu
NAEHTUPULMPOBAHbI B KoropTe
HOBOPOXAEHHbIX c Ma,
Bkntoyasa CFTR (perynsitop

TpaHCMeMOpaHHOW  NMPOBOANMOCTH
mykoBucumaose), CYP21A1
noacemencTea A
uMTOoXpoma

n NPHP1. CFTR aBnsaetcqa
TpaHCMeMOpaHHOW MPOBOAMMOCTU  MNpPU
MYyKOBMCLMO03E, MyTaLunm KOTOpOro
Hambonee  XopowoO  OnucaHbl npu
MYyKOBMCLMO03E. OH oTBevyaeTr 3a
nposegeHne xnopuga yepes
anuTenuanbHble KNeTkn. HecmoTps Ha To,
4yTO OH NpeuMyLLECTBEHHO
aKcrnpeccupyeTca B TKaHAX JEerknmx wu
NooKENyAOYHOW >xenesbl, Takke Obino
nokasaHo, YTO OH MOAYNUpPYyeT akTUBHOCTb
HEMPOHOB KaK B LIEHTpanbHOW, Tak N B

npwm
(4neH 2
cemencTea 21

P450)
perynsTopom

24

Azarbaycan Pediatriya Jurnali
2025

nepuepnyeckon  HEpBHOWM  CUCTEME,
3KCnpeccusi  KOTOpbIX  MeHsieTcda B
npouecce ambpuoreHesa 1 Ha NPOTSKEHUN
Bcero passutua [15]. NPHP1 kogupyet
HedPOLMCTUH 1, KOTOPbIA UrpaeT BaXKHYHO
pofib B LWSIMApHOM  npoekuun. JTa
QYHKUMA pecHuYek Heobxoguma Aans
pas3BUTUSA N PYHKLUNMOHNPOBAHUS FONIOBHOMO
MoO3ra, no4yeKk, rnas wu AblxaTeslbHbIX
nyten. CYP21A kognpyeT 21-
rmapokcunasy, depmeHT CYP450,
y4yacTBYKOLUMA B CUHTE3e anbOOCTEpPOHa,
KopTM3ona W CTEepOuAHbIX TOPMOHOB,
AedULMT KOTOPbIX BbI3bIBAET BPOXAEHHYHO
rmnepnnasuto Ha4MNOYeYHNKOB.
Coobuwanocb 0 BOBMEYEHUN LLEHTPAIbHOMN
HepBHon cucTemsbl (LIHC) npu BpoxaeHHoM
rmnepnsiasaMm HagnoyYeyYHUKOB, KOTopas, B

YaCTHOCTH, cBMAOEeTENbLCTBYET 00
aHomManusx 6enoro BewecTsa n
npegnonaraet CBSA3b C
OEMUNENNHNU3NPYHOLLM 3aboneBaHunem.
OaHnm n3 BaKHEMLLNX
naTodun3nonorM4yeckmnx doakTopoB

ABNAETCA TO, KaK MMMOKCUA N OXnaxaeHue
MOryT MOBMUATb Ha  NaAUMEHTOB C
BPOXOEHHON rmnepnnasven
HaONOYEeYHNKOB. "'Mnokcus MOXeT
CrpoBoLMpOBaTb OCTPYIO 3HLedanonatuo
BO BpeMsa HaAno4Ye4yHMKOBbIX KpU3O0B,
00bI4HO M3-3a ycuneHusa oteka mosra. K
OOMNONHUTENBHBIM reHeTu4eckum
MoamdukaTopam 3[,0pOBbS Moa3ra
OTHOCATCS Te, KOTOpble Y4yacTBYKT B
KnetoyHoM MeTabonuame. Y  OAHOro
naymeHTa Gbina obHapyxeHa
reHeTMyeckass aHoManud, Kogupyrowas
nupyBaTaerngporeHasy, dhepmeHT,
OTBETCTBEHHbIN 3a npespaLleHne
nupyesata B auetun-KoA. Korga atoT
MEeXaHN3M BbIXOOUT U3 CTPOS, MPOMCXOaUT
HakonneHve nakrtata, 47O NpUBOAUT K
HEeCnocoBbHOCTM FMOKO3bl BCTyNaTb B LMK
Tpukap6boHoBbIx kucnoT (unkn Kpebca) ans
BolpaboTkm AT®, 4TO noTeHumanbHO
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MOXeT npuBecTn K passutuio NI [16].
WccnenosaHue nokasano, 4To y NauneHToB
C JgedwuuuToM nupysaTaerngporeHasbl
obocTpseTcs BTOpWYHAsA SHepreTuyeckas
HeJOoCTaTOYHOCTb NMOCIe MPOBOLMPYIOLLErO
nwemmyeckoro cobbitnss. B yacTHocTw,

aKTUBHOCTb depmeHTa
nupyBaTAernaporeHasbl  CHMXaeTcs B
n3bmpaTtenbHO YsI3BMMbIX HEMPOHAaX nocre
niemMmm rONoBHOrO mo3ra 7

penepdysun [6].

HapylweHns HeBpOnorm4eckoro pasBuTUS
cTanu Hanbonee BaXHbIM COMYTCTBYHOLLNM
3aboneBaHMemM Yy HOBOPOXAEHHbIX C

BPOXOEHHbIM MOPOKOM cepaua
(BMNC). Hanbonee nopaxeHHbIMU
CTPYKTypamu  (BEpXHUA U HUKHUI

NPOAOSbHbIE MYYKW, HWKHWUIA 3aTblNOYHO-
NOGHbIV MYYOK U NPSIMOIN NYYOK) SIBNSHOTCS

KOPTUKOKOPTUKASbHbIE TpaKTbl, KOTOPbIE
ObicTpo  passuBatoTcsa B Il TpumecTtpe
OepemMeHHOCTN, BO BpeMsa pasBUTUS

aHoManui rofoBHOro Mo3ra y nnoga ¢
BMC. 3Tn y4yactkm wurpaloT peLuatroLlyto
ponb B cneundunyeckom
HENPOKOTHUTUBHOM nedovuuTe,
BbiiBNgemMoM y feten ¢ BINC. PesynbTaThl
MUKpPOCTPYKTYypHOM MPT ykasbiBaloT Ha
aHoManun pasBUTUS aKCOHOB U MUENuHa u
cornacyroTcs c MeXxaHu3mMamu,
BbISIBfIEHHbIMW Y HEAOHOLUEHHbIX OeTen.
Taknm 00pa3oM, KOHLUEeNnuus paHHero
AECTPYKTUBHOIO BNUAHME, NpuBoAsLiee K
NMOCTOSAHHBIM ~ HapyLUEeHWsIM  pasBUTUS,
nogaepxusaetca y mnageHues c¢ BlC, a
TaKkKe y HeAOHOLLEHHbIX aeTen [17]

Ch.J. Kelly et al.[18] B npocnekTMBHOM
HabnogaTenbHOM uccnegoBaHnn N3yyYnnu
TSXKECTb MOPaXeHW rosIoBHOrO Mo3ra Yy
HOBOpPOXA€EeHHbIX ¢ BMNC go onepauuu, a
TaKkKe W3y4YUnNu KinHu4Yeckue akTopsl,
CBA3aHHbIe C TpaBmon. 70
HOBOPOXAEHHbLIX C  KPUTUYECKUM  UNn
TskenbiM BIMC npownu MPT ronosHoro
Mo3ra nepen onepauven. PesynbTaThl
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nccnegoBaHns nokasanu, YTo MopaxeHus
ronoBHOro Mosra Habnwoganuce y 39%

NauneHTOoB. MoBpexaeHune 6enoro
BellecTBa U cybaypanbHoe
KpOBOM3NUSHME bes addekTa
MaccupoBaHua BbIABNEHO y 33%
COOTBETCTBEHHO, KpOBOU3NUSAHNE B
MO3Xe4yok - Yy 9% u apTepuanbHbiv
NLLIEMUNYECKNI WHCYNbT - y 4%.

MoBpexaeHne ©Genoro BellecTBa 6bISIO
LUMPOKO pacnpoCTpaHeHo No BCEMY MOS3ry,
ocobeHHO B nobHom 6Genom BellecTBe,
3pUTENbHbBIX HEPBAX M KOPOHAPHbIX Ny4yax.
B 48% cnyyaeB nospexgeHue 6enoro
BeLLLeCTBa AEMOHCTPUPOBAIo

OrpaHUYeHHYIo Anddysuio.
ApTepuarnbHbii nwemMmn4ecKnm
WMHCYNbT Habnogancs TOMNbKO y

HOBOPOXAEHHbLIX AETeN C TpaHCno3nuunen
MarncTpanbHbIX apTepui. ABTOpbI
3aKknyalT, YTO MOpaXeHus rOSI0BHOMO
Mo3ra y HoBopoxaeHHbix ¢ BIMNC pgo
onepauun BctpeyarTca vYacTo [18].

R. Stegeman etal. [19] oueHunu cBA3b
MeXay pasBUTMEM MO3ra HOBOPOXAEHHOMO
W TpaBMOM C PaHHUMW OBUraTeribHbIMU
ncxogamm y HOBOPOXOEHHbIX c
Kputndeckum BINC n npuwnu K BeiBogy, 4TO
pasBuMTME W TpaBMbl FOSIOBHOrO MO3ra B
HeoHaTanbHOM nepuoge CBA3aHbl C
MEHbLUMM KONMYeCcTBOM OnaronpusTHbIX
PaHHUX MOTOPHbIX pe3ynbTaToB. MeHee
BGnaronpuaTHble ABuraTernbHble UCXOAbl B
paHHeM Bo3pacTe y AeTel C KpUTUYECKUM
BINC cBAzaHbl C 3agepxkon pasBUTUA
FOMIOBHOrO MoO3ra Y HOBOPOXOEHHbIX W
npnobpeTeHHON  TpaBMOW  TFONIOBHOIO
Mo3ra. 3ajepXka pasBuUTUS KOPKOBOIO
Ceporo BellecTBa M MO3Xeyka CBsi3aHa C
yxXygLeHnem Merikon MOTOPUKW.
MoBpexaeHne oenoro BellecTBa
N apTepuanbHblii UWEMUYECKUN UHCYIbT C
BOB1€YEHNEM KOPTUKOCIMHANBHOMO

TpakTa noBbILWaoT pucK
HebnaronpuATHOro pasBUTUA MOTOPUKN U
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aeTckoro uepebpanbHoro napanuya. 310
nccrnegoBaHue NoaTBepXKaaeT Nosie3HoCTb
MPT ronoBHOro mosra HOBOPOXAEHHbIX B
KayecTBe cBsasyoulero Guomapkepa nns
onpeaeneHnss  paHHUX  ABuratenbHbIX
NCcXoaoB n, Takum obpasowm,
BMeLLaTeNnbCTBa Ha paHHEW cTaguu Ons
npegoTBpaLLeHns bonee No3aHNX
apuraTenbHbiXx npobnem. [lo  MHeHuo
aBTOpOB, HEOBXOOMMO  AOMNOSHUTENbHO
oueHuTb apdekTnBHocTeb MPT ronosHoro
Mo3ra nMpu TMOBTOPHbLIX oOnepauusix Ha
cepaue [19].

3.2K. PaxmaHkynosa 1 coaBT. [20] nsyumnu
N CpaBHUMAWN CTPYKTYPY MaTONIOrMyYeckmx
COCTOSIHUMA Y HOBOPOXAOEHHbIX ¢ [UND3,
accoummpoBaHHOW c BIMC, ny
HOBOpPOXAEHHbIX aeten ¢ N3 6e3 BIIC n
BbISIBUNKM, 4YTO Cpean  COMyTCTBYHOLLNX
3aboneBaHumn vawe BCTpevarTcs
NHMEKLMOHHO-BOCNANUTENbHbIE
3aboneBaHusa 1 3agepkka BHyTpUyTpobHas
pasBuTUS.

Takum obpasom, nmeromecs B
nutepaTtype AaHHble HEMHOrOYUCEHHbIX
nccnenoBaHumn CBMAOETENLCTBYIOT 0
BaXXHOCTU noeHTudukaumm
NoTeHUManbHbIX reHeTUYECKNX
MOANUKaTOpPOB, KOTOopble 4yacTo
ynycKaroTcs n3 BUAOY n3-3a
He3Ha4YnTerbHbIX Pa3fNYynin B KITMHNUYECKON
KapTUHE M TeyeHun 3aboneBaHus, Tak Kak
oHa MOXeT cnocobcTtBoBaTb 6onee
LeneHanpaBneHHOM Tepanuu ans
yNyylweHns pesynbTaToB W CHUXEHUS
3aboneBaemMocTu. BbisiBneHve
cneumunyecknx MyTaumn MOXET Takxke
npuBecTn K 6onee paHHEMY CKPUHUMHIY Ha
nopaxexHve  Opyrux  OpraHoB. Pan
nccnegoBaHumn nokasanm yacTyto
BCcTpeyaemocTb M3 y HOBOPOXAEHHLIX C
BMNC. Mbl cuMtaem, 41O 3TO ABNSAETCA
aKTyanbHbIM AN Hawen pecnybnuku, rae
HabnopaeTcd Hepeakas
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pacrnpocTpaHEHHOCTb BlncC cpeau

HOBOPOXOEHHbIX.
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THE PREVALENCE OF GENETIC AND
CONGENITAL ABNORMALITIES iN
NEWBORNS WITH HYPOXIC-iISCHEMIC
ENCEPHALOPATHY

Mamedzade G.T., Kurbanova D.F., Ibrahimova
N.F., Smirnova E.E.., Mustafaeva K.T

Research Institute of Obstetrics and

Gynecology

Abstract

The review article presents research data
on the relationship between genetic and
congenital abnormalities in newborns with
hypoxic-ischemic encephalopathy. It is
noted that disorders of neurological
development have become the most
important concomitant disease in newborns
with congenital heart disease. Identification
of potential genetic modifiers may facilitate

more targeted therapies to improve
outcomes and reduce morbidity.

Keywords: newborn children, hypoxic-
ischemic encephalopathy, genetic

mutations, congenital heart disease

YENi DOGULMUS USAQLARDA
HIPOKSIK-ISEMIK ENSEFALOPATIYA
iL® GENETIK V@ DOGUSDAN OLAN
ANOMALIYALARIN YAYILMASI

Mamedzade G.T., Kurbanova D.F.,
ibrahimova N.F., Smirnova Y.Y.,Mustafayeva
K.T.
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Xulasa

Bu nezarden kegirma maqalasinda yeni
dogulmuslarda hipoksik-igemik
ensefalopatiya ile genetik ve dogusdan
olan anomaliyalarin qarsiligh alaqgesini
Oyranan tadqgigatlarin malumatlar teqdim
olunur. Qeyd olunur ki, nevroloji inkisaf
pozuntulari dogusdan gsalen Urek qusuru

olan yeni dogulmuslarda an muhim
musayiet eden xastelik halina galib.
Potensial genetik modifikatorlarin

identifikasiyasi naticalarin yaxsilasdiriimasi
va xastalik hallarinin azaldilmasi Gi¢tin daha

maqsadli terapiyaya komak eds bilar.
Acar soOzler: yeni dogulmus usaqlar,
hipoksik-isemik ensefalopatiya, genetik

mutasiyalar, dogusdan galan trak qlsuru
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