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KavecTBeHHble YTyuleHHs] B TAKTHKE BeIeHUs1 OepeMEHHOCTH M POOpa3pelieHnsi, ONTUMHU3AIMS 00LIEro yxXoua U OKa3aHus pea-
HUMALMOHHOW MOMOIIM I€TAM, POJUBIIMMCS HeJJOHOLIEHHbIMH, B YACTHOCTH € HU3KOW M IKCTPEMAIbHO HU3KOIi Maccoii Tesa, 3Ha-
YUTEJIbHO YMEHBLINIM PUCK NMOPAKEHHs HEPBHO# CHCTeMbI NIEPHMHATAILHOTO TMIIOKCHYECKH-HIIIeMIYECKOro reHe3a. Bmecre ¢ Tem
BO BCEM MHpPe 0TMeYaeTCsl 3HAYUTE/IbHOE YHUCIIO IeTel, POAMBIIMXCS HA PAHHUX CPOKAX IeCTAIMM M MMEIOINUX BbIPAXKEHHbIE HAPY-
IeHHs] HHTEJUIEKTYaJIbHOr0, MIO3HABATEILHOIO PA3BUTHS M U3MeHeHHe moBenenns. OIHUM U3 NPeANoJI0KeH il 0 IPUYNHE Hempa-
BUJIBHOTO CO3PEBAHMS MO3Ta SIBJISIETCS NMPEANOJI0KEHHE O POJIH HeCOATAHCMPOBAHHBIX XPOMOCOMHBIX M TEHOMHBIX MUKPOAHOMAJIHIA.
IIpuBenens! 1aHHbIE 00C/EI0BAHNS 22 NeTeii ¢ NPUMEPHO OIMHAKOBOI KIIMHAYECKOI KAPTHHOI HAPYIIEHUS Pa3BUTHs; Yy 19 U3 9THX
JeTeii BbISIBIEHbI PAa3/IMYHble CTPYKTYPHbIE MUKPOHAPYILIEHUS] FEHOMA, OIHAKO TPAKTOBKA MX B HACTOsILEe BpeMs 3aTPyIHUTEIbHA.
IIpuBenen anroput™ 0T0Opa AeTel AJ1s1 PACHIMPEHHOTO FeHeTHIECKOro 00C1e10BaHUs.

Karouesvie caosa: nedoHouienHble demu, HapyueHue pa3eumusi, 2eHemu4eckoe 00c1e008anue, MUKPOXPOMOCOMHbIE U 2eHOMHble AHOMAAUU.
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A qualitative improvement in the management of pregnancy and delivery, optimization of General care and provision of intensive care
for children born prematurely, particularly with low and extremely low body weight, significantly reduced the risk of damage to the
nervous system of perinatal hypoxic-ischemic genesis. At the same time, there is a significant number of children born at low gesta-
tional age, with a significant violation of intellectual, cognitive development and behavior change. One of the assumptions about cause
of improper maturation of the brain is the role of unbalanced chromosomal and genomic micro anomalies. There is provided the data
on the survey of 22 children with approximately the same clinic of developmental disorders, 19 of which revealed various structural
micro-damages of genesis, but their interpretation is difficult today. The algorithm of selection of children for the extended genetic
examination is given.
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HCI[OHOH.ICHHLIG JIETU COCTaBJISIIOT HauboJjiee ys3-
BUMYIO TpPyMIly B IUIaHe HapylIeHWI TICUXOMO-
TOPHOTO U (DU3MYECKOTO Pa3BUTHSI, MPUYEM CTENEeHb
HapylIEHUs HaMpsIMyl0 KOppeJupyeT C Maccoi Teia
MpU POXIEHUU M TeCTAllMOHHBIM Bo3pacTtoM. [Ipuuu-
HaMU OTKJIOHEHUWI pPa3BUTUSI y HEAOHOILIEHHBIX AeTel
Ha TMPOTSIXKEHUU MHOTUX NECATUIETUI ObUIO MPUHSITO
CYUTATh COOBITUSI MEPUHATATILHOTO TMepuoja — Heo-
OpaTuMble CTPYKTYpPHbIE M3MEHEHHUsI TOJOBHOTO MO3ra
(B yacTHOCTH, (OPMUPOBAHME TMEPUBEHTPUKYJISIPHBIX
KUCT O0€Joro BelllecTBa) BCJEACTBUME BO3ACHCTBUS
TUIIOKCUU 1 UILIEMUU Ha (POHE HE3PeIOCTU U OCOOEHHO-
cTeil KpOBOCHAOXEHMsI TOJOBHOTO Mo3sra. B mocienHue
necAaTuyieTuss Ha ¢oHe COBEPUICHCTBOBAHMSI TaKTUKU
pomopaspellieH!sT M BbIXaXXMBAaHUSI HEJOHOILIEHHBIX
JneTeil ¢ BBENEHMEM UIANsIIMX PEXUMOB pecrnupa-
TOPHOM MOANEPXKKMA W B LIEJOM ONTHMM3ALUU yXola
U MHTEHCUBHOM Tepamuy 4acToTa TSKETbIX TMITOKCU-
YECKU-UIIEeMUYECKUX TMOBPEXIEHUN TOJIOBHOTO MO3ra
(BHYTPMKETYIOYKOBBIX KpoBomsnusHuii III creneHu,
MEPUBEHTPUKYJISIPHON  JISHKOMAIILIMUA)  CYIIECTBEHHO
YMEHbBIINIACh, YTO MPUBEJO K 3HAYUTEIBHOMY COKpa-
IIEHUIO YMciia ciaydyaeB (hOpMUPOBAHUS TSIKEJbIX IBU-
ratejbHbIX HapylleHWil, B 4aCTHOCTU JETCKOIo liepe-
oparpHOTO Tapaanda — ¢ 30 mo 8% [1].

OnHako cpeiav BbDKMBIIMX HEIOHOIIEHHBIX, OCO-
OEHHO C OYeHb HU3KOI U 9KCTpeMaIbHO HU3KO Maccoi
Tejda MpU POXAEHUHU, TOSIBUJIOCh MHOTO JeTeil ¢ au-
TEJbHOW MBIIIEYHON TUIIOTOHUEN, Yy KOTOPBIX BEOY-
IIMUMU CUMIITOMaMU B TMHAMUKe HAOII0AeHUS B TIEPBbIE
TOJbI KU3HU SIBJISIIOTCSI 3HAYMTE/IbHBIN TTO3HABATEIbHbII
neduuuT, MOTOpHbIE HApyLIEHUST B BUIE aTaKCUU, OCO-
OeHHocTH ToBeAeHUs. [IpuuMHBI HapylleHUd pas-
BUTUSI Y AETei ITOM TIpymIibl HEOOCTAaTOYHO W3YYEHBb,
B OCHOBHOM BBICKAa3bIBA€TCS MPENNOI0XKeHe 0 MOPGhO-
(byHKIIMOHAJIBHOM HE3pesIoCTU TOJIOBHOTO MO3Ta BCIIEI-
CTBHE€ HEIOHOILIEHHOCTH.

Yacto ynorpebdisieMoe B MPaKTUKE HEOHATOJOTOB
U TIeAUATPOB, 3aHUMAIOIIMXCS NETbMU TIEPBBIX JIET
JKU3HU, B YACTHOCTU POXIEHHBIX HEJOHOIIEHHbIMU,
MoHsTHE  «MOPDOMGYHKIIMOHATIbHAS  HE3PEJOoCTh» —
OYeHb CJIOXHO omnpeneauMo. Hamm Bo3MoOXHOCTU
o0cnenoBaHus neTeit, 0COOEHHO POAMBIINXCS Ha paHHUX
CpoKax TecTalldM, ¢ HU3KOM M 3KCTpeMajbHO HU3KOM
Maccoii, BecbMa OrpaHWYEeHbl, a CTaHAApTHbIE Mapa-
METpbl WX TeMOIMHAMUKU, Ta3000MeHa, OCHOBHbBIE
OMOXMMMYECKUE XapaKTepPUCTUKU K KOHIY Iepuojaa
ajanTaluy MPaKTUYECKU HE OTIMYAIOTCS OT TaKOBBIX
y JIOHOILIEHHBIX JAeTeil. Mbl MoHMMaeM, 4yTo Mopdo-
(byHKIIMOHAJIbHASI HE3PEJIOCTh BIUSIET HA JTOCKOHAJIBHO
HEU3BECTHbIE HaM Mpolecchl (GOpMUPOBAHUSI B3aUMO-
neicTBUST MeXy (GYHKIIMOHATbHBIMU LIEHTPAMU B LIEH-
TpanbHOil HepBHO cucteme (LIHC) u manbHeiiniee
CTAHOBJICHUE CJIaKEHHbBIX, KOOPAMHUPOBAHHBIX [BU-
JKEHUMI, 0e3 KOTOPBIX HEBO3MOXEH MPUPOCT HABBIKOB
Kak MOTOPHBIX, TaK M TO3HaBaTeJbHbIX. MBI 3HaeM,
YTO CKOPOCTb TpUpocTa BceX (GYHKUMI Yy HEmIOHO-

OPUINMHAJIbHBIE CTATbU

LIEHHBIX JEeTeil 3HAYMTEbHO OTIMYAETCS OT TaKOBBIX
y JOHONICHHBIX JeTeil W TPHUMEPHO COOTBETCTBYET
WX CKOPPUTHPOBAaHHOMY BO3pacTy.

B cBsI3M ¢ 9TUM MBI cYUTaeM KpaifHe BaXKHBIM TUHA-
MHWYECKH OIICHUBATH MPUPOCT DYHKIIUI IO Pa3TMIHBIM
JIUHUSIM Pa3BUTHST: TIO3HABATEIBHBIC TTPOIIECCHI, MUKPO-
W MaKpOMOTOpWKA, B3aMMOOTHOIICHHWE TIJla3—pyKa,
cayxoBass M pedyeBas (YHKIUUA, KOMMYHHKAIUA. DTH
JMaHHBIC MOTYT 3HAYUTEIbHO TJIyOXke, YeM CTaHIapTHasI
OIlcHKa HEBPOJIOTMYECKOTO cTaTyca HaTh MHOOPMAIIIIO
0 pa3BUTHM pebeHKa W OIpPENeSIUTh IOTPeOHOCTh
B MeToJaX 0OCIIeTOBaHUS IS TIeJIeHAIIPaBICHHOTO TTPO-
BEACHUST KOPPEKITMOHHBIX MEPOTIPHSITHIA.

B Hamieit pabote MBI MCTIOIB30BAIM CKPHHUHTOBYIO
mkany KAT / KITAMC, kotopasi 1o3BoJIsIeT 32 KOPOTKUIA
nepuo BpeMeHHu (OT 2 10 7 MUH, B 3aBUCUMOCTH OT BO3-
pacTa pebeHKa W ero peakIud Ha OCMOTP) IPOBECTH
TectupoBaHue [2]. OLieHKa MpPOU3BOIUTCS 1O (hopmyse
KP (koapduumenr paszputusi) = BP (Bo3spact pasz-
Butusi) / CB (ckoppurupoBaHHbIii Bo3pacT). [Toka3zaTenb,
paBHBIIA 75% WM MeHee, O3HAYyaeT OTCTaBaHUE B IIPH-
pOCTe HaBBIKOB IT0 TaHHOM JIMHUM pa3BUTHUsSI. CKOPPHUTH-
POBaHHBII BO3PACT — 3TO BO3pacT peOeHKa C yIeTOM Helo-
CTaOIIUX HENEITh IO €TO POKICHUS B CTydae TOHOIICHHON
O6epeMeHHOCTH. Hampumep, ecam peGEHOK POmUICS
Ha 25—26-if Hezmene GepeMeHHOCTH, TO B Bo3pacTe 3 Mec
akTIyecKOoro Bo3pacTa €ro CKOPPUTMPOBAHHBINA BO3-
pact coctaBisieT 1 Hem: 12 Hen (haKTUYECKOTo Bo3pacra —
11 Hen Hemoctatoux 10 37 Hen = 1 Hen. COOTBETCTBEHHO
OIICHKA W OXWIaHWE €ro Pa3BUTHs IOKa HEBO3MOXKHBI
W peaJlbHO KOHTPOJIb MPUPOCTa (HYHKIIUH MOXKHO OXM-
JIaTh TOJBKO € 5 Mec (haKTUUECKOro Bo3pacTta, Uiu 9 Hex
cKoppurMpoBaHHOro Bo3pacta (20 Henm (aKTUYECKOTO
Bo3pacTta — 11 Henm HemocTaolMx 10 37 Hel recrauuyd =
= 9 Hen, WK 2 MeC CKOPPUTUPOBAHHOTO BO3pAcTa).

B To e Bpemsi BbDKMIATeIbHAs TaKTWKa 0e3 ydyeTa
npupocta (GYHKIUA B COOTBETCTBUM CO CKOPPUTUPO-
BaHHBIM BO3PAaCTOM MOXET ITIPUBECTH K 3aITO3Maoi
MUATHOCTUKE TPYOBIX MO3TOBBIX HapymieHui. [1pu atoMm
€CITA IBUTATeIbHbIC HapYIIEHUS NOCTaTOYHO HATJISITHBI
W TIOTOMY OoJiee TIPOCTO TUATHOCTUPYIOTCS, TO Hapy-
ICHNEe WHTEJUIEKTYaIbHBIX, TTO3HABAaTEIbHBIX M KOMMY-
HUKAITMOHHBIX (QYHKIINI BBICIIICH HEPBHOM AESTEIIEHOCTH
TpeOYIOT OYeHb BHUMATEIFHOTO U IIeJICHAITPAaBICHHOTO
KOHTPOJII W TECTHPOBaHWs peOCHKAa Ha TIEPBOM TONY
XU3HM. BMecTe ¢ TeM KIMHWYECKash KapTHHA IPEeUMY-
IECTBCHHO MHTEJUICKTYATbHBIX M ITOBEICHUCCKUX Hapy-
MICHUI pa3BUTUST MOXET OBITh OTPaskKeHUEM BPOXKICHHBIX
AHOMAJIMIT pa3BUTHSI TOJIOBHOTO MO3Ta (B TOM YHCJIe TeHe-
TUIECKON TPUPONBI) Y IeTel 3TON KaTeropuu, BBISBIISI-
€MBbIX TP MAaTHUTHO-pe30HaHCHOI ToMorpaduu (MPT).

C mostBJIeHHeM TeHOMHBIX TeXHOJIOTUI, BKITIOUAIOIIIIX
TTOJTHOTCHOMHOE CKaHMPOBaHME HecOaTaHCUPOBAHHBIX
XPOMOCOMHBIX MHWKPOAHOMAJIMA C  HCITOJb30BaHMEM
MOJIEKYJIIpHOTO KapuoTtunupoBanusi Ha JIHK-Mukpo-
MaTpHUIlaX, CTaJl0 BO3MOXHBIM BBISIBICHUC aHOMAIUI
TeHOMa y HEeMOHONICHHBIX NeTeil ¢ HapyIIeHWSMHU TICH-
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Kewuwsn E.C. u coagm. ANTOpUTM IMarHOCTUYECKOTO MOKMCKA MPU HapyLIEHUU (POPMUPOBAHMS MTO3HABATEIbHBIX (DYHKLIMIA Y IETEIA. .

XOMOTOpPHOTO 1 ¢usuyeckoro pasputus [3, 4]. K coxa-
JICHUIO, B HACTOSIIEE BPEMST OTCYTCTBYIOT CTATUCTIICCKIEC
TaHHBIE TI0 3a00JIeBAEMOCTH, CMEPTHOCTH M MICXOIaM pa3-
BUTHUST Y HEIOHOIICHHBIX ACTCH ¢ MaJTbIMU aHOMATHSIMU
reHoMa (MHKPOIEICIIMOHHBIMI, MHWKPOIYTUTMKAITIOH-
HBIMU CHHIpOMaMK). Bo3MOXHO, 3TO CBSI3aHO, C OMHOM
CTOPOHBI, C OTHOCUTETTHHO MaJIbIM YHCIIOM 3KCTPEMAaBHO
HEJTOHOLICHHBIX JCTEH, ¢ APYroi CTOPOHBI — C BBICOKOM
CTOMMOCTBIO oOcnenoBaHus [3, 5]. st oObsicHeHUs 3Ha-
YCHUST BBISBIISIEMBIX TCHOMHBIX HAPYIIICHWI KaK TIPUTIIMHBI
OTCTaBaHWsI KOTHUTUBHOTO Pa3BUTHS, TaK W TIPEXKICB-
PEMEHHBIX POJIOB, TpeOYIOTCS HAKOIUICHWE MaTephaia
W  WCIIONb30BaHUE OMOMHGMOPMATHISCKUX  METOIOB.
ITockonbKy (YHKIIMOHATIbHBIE XapaKTEPUCTUKU TEHOB —
OTHOCHTEJIFHO TTOCTOSTHHBIC TTapaMeTphl, COBOKYITHOCTB
TMAHHBIX OTHOCUTETHbHO M3MEHEHMIA YMClIa KOIMIA MoTjia
OBI OBITH UCTIOIb30BaHa ISl OLIEHKH ITOCIICICTBUI TeHHBIX
U XPOMOCOMHBIX (TEHOMHbBIX) MYTAIIMi Y HEOHOIIEHHBIX
IeTell W TIPOTHO3MPOBAaHUS WX HabHEUIIETOo Pa3BUTHS
[3, 4, 6]

Ileab uccrenoBanus: pa3padoTKa MOKa3aHUI K TeHe-
TUYECKOMY OOCIIEMOBAaHUIO IS BBISIBICHUS MUKPOIC-
JICIIN/MUKPOIYTITUKAIINI TeHOMA Y POIUBIINXCST HEIO-
HOIIICHHBIMU JeTel ¢ HapyIIeHUEeM Pa3BUTHS.

XapaktepucTtuka petei U MeToAbl UCCeaA0BaHUS

IMpoBeneHo obGcienoBaHue 22 POIMBIIMUXCSI HETO-
HOIICHHBIMU  JeTeid ¢  HapymIeHUSIMH  Pa3BUTHS
METOZIOM MOJICKYJIIPHOTO KapUOTUITMPOBAHUSI BBICO-
koro paspemieHuss SNP array (texHonorust arrayCGH,
WM CcepuifHas CpaBHUTEIbHAs TCHOMHAas THOPUIN-
3allMs BBICOKOTO paspelleHus) ¢ OumomHdopmaTuye-
ckuM aHanm3oMm Ha uymnax Affymetrix (CytoScan HD)
minsg SNP (single polymorphism)/0aUroHyKJIeOTUIHOTO
aHanusa Bapuauuu yucia xKomuit JJHK (CNV), xpo-
MOCOMHBIX (TCHOMHBIX) aHOMAJTHWI, SMUTEHETUIECKUX
MyTalluii, ITOTepU TETEPO3UTOTHOCTH B COOTBETCTBUU
C paHee OIMKMCAHHBIMU TpoToKodamu [5, 6]. Ywmmsl
comepkatr IMPpUMepHO 2,7 MJIH MapKepoB IS OICHKHU
CNV u okojno 750 teic. SNP-MapkepoB, 4TO MO3BOJISIET
noctuub paspemreHust 6onee 1000 m.H.. Kpome Toro,
IUTSI TIOATBEPSKIECHUSI PE3YJIBTaTOB UCITOJIB30BAICS METO
dnyopectiénTHoi rubpunuzauu in situ — FISH.

Tak Kak yKa3aHHBI KOMIUIEKC TEHETHUYCCKHMX
WCCIICIOBAaHUI SIBJISICTCS JTOPOTOCTOSIIIAM, TpeOOoBaICs
OCOOBII THIATETBHBIN OTOOP MAIMEHTOB. ONITUMAIEHBIM
OBITO OBI TIPOBENIEHNE CIDIONTHOTO TeHETMYECKOTO 00cITe-
MOBaHUS NeTel, POOWBIIMXCS Ha cpoke MeHee 30 Hexm
recTaliiy, 4YTOOBI OIpENeIUTh 3HAaUYeHHWE TeHOMHBIX
HapyIIeHWH B TeHe3¢e MPEXIEBPEMEHHBIX POIOB U TTOCIe-
IYIOIIETO HapyIIeHUs pa3BUTHsI. OTOOP MAIMEHTOB OCY-
IIECTBIISITICS 10 CIICIYIOIINM ITapaMeTpaM:

— TeCTaIlMOHHBII Bo3pacT MeHee 30 Hex;

— OTCYTCTBHE OPTaHUIECKOTO TIEPUHATAIIBHOTO VT TTpe-
HatanbHoro mnopaxeHuss LHHC (BHyTpuXenymouKoBbIC
kpoBousnusiHust 11—V crereHu, mnepuBeHTPUKYJISIpHAST
JICHKOMAJISIINS);

— OTCYTCTBUE METabOJUIECKOTO VI WH(OEKIIMOHHOTO
nepuHatanbHoro nopaxexnus: HHC;
— HapyuleHue pa3BUTHS B Bo3pacTe 4—9 Mec CKOppUTH-
POBaHHOTO BO3pacTa.

MeTonnKa OIIeHKH ITPUPOCTa HABBIKOB peOCHKA U MX
OlIEHKa MPeCTaBIEeHbBI BbILIE.

Pe3ynbTathl n 06CcyXaeHue

[1pu aHaM3e TAHHBIX OTMEYECHO, YTO B HCOHATATEHOM
Tepuoae amanTalnrss HOBOPOXKIECHHBIX TIO TSDKECTH WX
0OIIIeTO COCTOSTHUS, CTAHOBJICHUS TBIXaHWUST M TeMOIHA-
MWKJ HE OTJIMYATach OT TAaKOBHIX y CBEPCTHUKOB COOT-
BETCTBYIOIIIETO TECTAIIMOHHOTO BO3pacTa. JleTw BHIH-
CHIBAJIUCH JIOMOW B YIOBJIETBOPUTEIHEHOM COCTOSTHHM,
npuMepHo B cpoke 40—42 Hen MOCTKOHLIENTYaJlbHOTO
BO3pacTa, 4TO COOTBETCTBOBAJIO 3 MeC (DaKTHUECKOTO
Bo3pacta. OmHakKo B majbHEHIIEM B HEBPOJOTHIC-
CKOM CTaTyce IeTell HauMHaJIu TpeodIagaTh MbIIICUHAS
TUTIOTOHUSI, CHIDKEHHWE OOINei TBUTAaTEIbHOM aKTHB-
HOCTH, B OWHAMHKE OTMEUYAJIOCh IMPEUMYIICCTBEHHOE
OTCTaBaHWE B ITPUPOCTE TTO3HABATEILHBIX KOTHUTUBHBIX
HaBBIKOB, OTCYTCTBHE MHTEpEca K OKpYyKaroIeMy MUDY.

JeTtn ObUTM HEOJHOKPATHO OOCJIENOBAHBI IJIs1 UCKITIO-
YeHUST HeMPOCEHCOPHBIX TIepreprUIecKIX TTOBPEKICHU
(ocMoTp odTanEMoONIOra, aymMOTeCTHPOBAHME, MCCIIEIO-
BaHWC 3PUTCJIBHBIX M CIIyXOBBIX BBI3BAHHBIX TTOTCHIIM-
ajioB, aJieKTposHIedanorpapust — DI, anekTpoKapano-
rpadust). Heodbxogumo otmeTuth, uyto y 17 u3 22 pereit
ObUTa BBISIBJICHa peTWHOTATWs Il cremeHWM W JMIIh
y 1 pebenka — III crerneHu u emy ocyliecTBisiiach jase-
pokoaryysiius. Y 9TUX NalMeHToB K cpoKy 44 Hem moct-
KOHIICTITYaJTbHOTO BO3pacTa IPOM3OIICNT PErpecc peTH-
HOTIATHH, T.€. HapyImIeHWS TeprudepruyecKoro 3peHUs
He OBIIO HM Y OTHOTO pebeHKa B 0OCIEeIyeMOii TpyIIITe.
[1pu 3TOM ¥ HeTeit 4 1 6 Mec CKOPPUTHPOBAHHOTO BO3pacTa
ObUTa ciabasi, HESMOITMOHATbHAs (UKcaMs B3DIsIIA,
9TO B OOJBIICH CTENEHW CBUAETEIBCTBOBATO O IICHT-
paTbHOM XapakTepe TITOBPEXKICHMs. 3pUTETbHBIC BBI3-
BaHHBIC TTOTCHITMABI OTPAXKaT HOPMAIBHYIO YUTH 3aMe]I-
JICHHYIO TIPOBOIMMOCTH CHTHAJIa IO 3pUTEIEHOMY HEPBY.

AHaAJIOTUIHBIC JaHHBIC OBUIM TTOTYYCHBI TTPU ayaro-
tectupoBaHuu. K 4 Mec CKOppUTHPOBAaHHOTO BO3pacTta
y BceX IeTeil TaHHOM TPYIITBl CUTHAI OBLI ITPOXOIUM,
HO CJIyXOBasl peaklysl B BUAE€ MHOTO3BYYHOTO TYJIEHUS,
SMOIIMOHAIEHOTO CIIYXOBOTO COCPEIOTOYEHHUS HE OTMe-
JaJach.

VYV 8 (36%)" nereit Ha 3JeKTPOIHIIehaTIOrpaMMe OTIpe-
JesIach TATOJOTMYecKass aKTUBHOCTB, OTCYTCTBOBAJIO
bopMupoBaHWe PUTMUKH, HO CYIOPOTH OBUIM 3aperi-
CTPUPOBAHBI JINIIH B 4 CITyJastX.

Oco06EHHOCTH JTULIEBOTO (PeHOTUIa, MUKPOAHOMATTUK
Pa3BUTHUS Y 3TUX IeTel He OBITN BBISIBJICHBI.

Y 19 (83%) pomwBIIMXCS HETOHOIIECHHBIMU IETeH
C HapyIICHWSMU DPa3BUTUST OBLTM TUATHOCTHUPOBAHBI

3mech 1 fajee MPOLEHT BBIYKMCIIEH YCIOBHO, TAK KaK YMCJIO ALy~
eHTOB MeHblie 100.
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pa3IMIHBIE CTPYKTYpHBIE XPOMOCOMHBIE MUKpPOAHO-
Manuu. Cpeau HUX JeNeUUHd W OYIUIMKALWUKA PasMepoM
6ojee 5 MUTH T1.H., MUKPOICJICIIUA W MUKPOIYTTUKAIII
pazmepoM 0,5—3 mutH 1.H., CNV u MHTpareHHbIe Tiepe-
CTPOWKM, CBSI3aHHBIE C (DCHOTUITMUYCCKUMM ITPOSIBIIC-
HUsSMU. TpaKTOBKa TOJTYYEHHBIX PE3YJIBTaTOB OKa3aslach
HEOIHO3HAYHOM, TTIOTOMY YTO HE BO BCeX CITyJastXx MOKHO
OBIIO KOHCTaTHPOBATh TATOTCHHBIN XapaKTep BHISB-
JICHHBIX HapYIICHUH 1 3HaYeHUE IPUOPUTETHOTO TeHAa.
[MpuBomMM XapaKTepHBI KIMHWYCCKUI ITPUMED.
Pebenok or Tperbeit OGepeMeHHOCTH; Matepu 30 JieT.
[lepBast OepeMEHHOCTb Y KCHIIWHBI 3aKOHYMIIACH

OPUINMHAJIbHBIE CTATbU

MEIWITMHCKUM abOpTOM, OT BTOpPOl OepeMEeHHOCTH
B Bo3pacTe 25 JIeT POIWJCSl 3[O0POBBI MTOHOIIEHHbBI’
pebeHok. Hactosiiasi 6epeMeHHOCTh B TOM Xe Opake,
XeJlaHHasi (BpeIHble TPUBBIYKA MaTh OTPHUIIACT), TPO-
TeKajla ¢ YMEpPEeHHBIM TEeCTO30M B TIepBBIe 12 Hen,
¢ 20-if HemeNW TOBBIIIATIOCH apTepualibHOE IaBJICHHE,
Habmonanack mnpoteuHypus. [lo maHHBIM KapauoToO-
Korpauu oTMeuYeHa OpamuapuTMusi, U B cpoke 27 Hem
Iocjie  MPOBEACHUS TOPMOHAIBHON  MPOGUIAKTUKI
HE3PeJIOCTH JISTKHX Y TUTONIa BHIITOJTHEHA OTIepallis Keca-
peBa ceyeHUs Mo dMUAYpaIbHON aHecTe3ueil. PebeHok
pommicst ¢ Maccoit 960 1, mmmHOUW 37 cM. OreHKa

HepoHolueHHbIi pe6eHok
Cpok rectauumn <30 Hep,
BE3 OPTAHUYECKOIO NOPAXXEHUA LIHC

\

KoHTponb npypocTa NCMXOMOTOPHbIX HABbIKOB Ha 5, 7 u 9-m mecsuax. CB B coueTtaHumn
C KOMIMJIEKCHbIM aHaNIM30M Mo BCEM OpraHamMm U cucTeMmam, BKJ1I04as HeliPpOCEeHCOpPHbIe
dyHKUUN

Y \

OTcTaBaHue NPeMMYLLLECTBEHHO
B KOTHUTUBHOM cepe, CKIIOHHOCTb

K FTMNOTOHUN mbiwiy, AL

OTcTaBaHue NpeuMyLLeCTBEHHO
B MOTOPHOM Pa3BUTUM,
dopMUpoBaHMe runepToHyca

PaBHOMepHoOe nocrynaresibHoe
passuTue

JAononHuTesibHoe KOMIMJIEKCHOe
ob6cnepoBaHue AN BbiSIBJIEHUS
NMOPOKOB Pa3BUTUSA,
MeTaboNn4yeckux HapyLueHui
MPT, 33r.

MOJIHOFrEHOMHOE
OBCJIEOOBAHUE

JleueHue y HeBpoOsniora, neguarpa.
KomnnekcHas abunutauns

AmOGynaTtopHoe HabGnoaeHue
nepuarpa

Y

OTCcyTCTBUE FEHOMHbIX HapyLUEeHUW

Hannuue reHoOMHbIX HapyLUeHui

Y

JleueHue y HeBpoOJiOra u neguaTpa

BuonHdopmaunoHHbIN aHanu3. JleyeHue y KIIMHUYECKOro
7 reHeTuka, HeBpoJsiora, neguartpa. CemeiiHoe
KOHCY/IbTUPOBaHue

KomnnekcHas abunuraums <€

Pucynox. TIpOTOKOJI — aArOPUTM F€HOMHO# THATHOCTHKU HAPYIIEHHIl PA3BUTHS Y I€Teil, POJAMBIINXCS HEJIOHOIIEHHbIMH.
JIIIT — merckuii nepedpanbHblii mapaany; CB — ckoppurupoBannbiii Bo3pact; MPT — MarHuTHO-pe3oHaHCHass Tomorpadus;
DI — anekrposnnedanorpadus.
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Kewuwsn E.C. u coagm. ANTOpUTM IMarHOCTUYECKOTO MOKMCKA MPU HapyLIEHUU (POPMUPOBAHMS MTO3HABATEIbHBIX (DYHKLIMIA Y IETEIA. .

o IKaje Amrap coctaBuia 6/6 6a/uloB, B POIMILHOM
3aJie HavyaTa TIOHIepKUBAIOIlasi HeWHBa3WBHAsl BEHTH-
ssiumst jerkux — CPAP, BBeneH cypdakrant. Ha monmep-
JKMBAOIIEH BEHTWISILIMKA peOeHOK Haxomuics 14 mHeit,
B IaJIbHEUIIEM IBIIIAJ CAMOCTOSITEIBHO C ITOIICPXKHU-
BaOIIM ITOTIOJTHUTEEHBIM KHCIOPOIOM Yepe3 MacKy
no 30 gueit. CocarenbHblil pedreKC cTal aKTUBHBIM
¢ 34-ro pgHg xuzHuU. PerwHomarusi KymnupoBajach
Ha | ctanuu. [1o naHHBIM HelipocoHOTpa( UK BbISIBJIEHbBI
MIPU3HAKK HE3PEJIOCTH MO3Ta U MeJIKUEe SIUHUIHBIE CY0-
SIMIMHINMATBHBIC 3XO-TIOTHBIC TeHW B OOJIAaCTH TePMU-
HaJTbHOTO MaTpuKca.

B muHaMuKke HaOIIOMEHUsST B HEOHATaJILHOM CTallv-
OHape OTMEYATUCh NMPU3HAKK YITyYIIeHUS B BUIe Ooee
YeTKOM muddepeHIIMai MO3TOBBIX CTPYKTYD, B TajTb-
HelilleM yMepeHHas BEHTPHUKYJIOMeTanus. Boimucan
B Bo3pacte 2,5 Mec (ITOCTKOHIIECTNITYaJbHBII BO3pacT
36—37 wnem). Takum ob6pa3oM, TIepyOn amanTalld
C yJYeTOM TEeCTallMOHHOTO BO3pacTa M BBIPAXXCHHOCTH
recTo3a IPOTeKall JOCTAaTOYHO JIETKO — BCE YKa3bIBAJIO
Ha BO3MOXHOCTb OJIaTOIPUSITHOTO IIPOTHO3a Pa3BUTHSI.

B nanbHeiiiem pebeHok Habmonaucs B LleHTpe Kop-
pekunu pa3Butus aereii paHHero Bo3pacta HUKU nenu-
arpun uM. akagemuka FO.E. Bensrumena. B mporecce
obcnenoBaHus 1 TectupoBaHus 1o mkane KAT / KITAMC
OBLTa BBISIBJICHA 3alepkKa (OopMUPOBaHMSI KOTHUTUBHOMN
byHKIIMM, TIpUIEeM B TIEPBBIE MECSIIBI OTCTaBaHUE OBLIO
HEesSIBHBIM, HO TIOCJIe 6 MeC CKOPPUTHPOBAHHOTO BO3pacTta
OTMEYEHO TIOCTOSTHHOE CHITKEHHME KO3 (bUIMEeHTa pa3-
Butust. [1pu 5TOM B MBUTATETBHON (DYHKITUH ITOCIIE HEKO-
TOPOTO TIATO TI0 KO3GhMUIIMEHTY pa3BUTHS OTMEUAJICS
CKa4YOK TTPHPOCTA HABBIKOB ITocie 12 Mec Xu3HM. PebeHOK
HavaJ XOOUTh B Bo3pacTe 1,5 roma 1mo CKOppHUTMPOBaH-
HOMY BO3pacTy, HO BBISIBIISITICH CUMITTOMBI ayTUCTHIC-
CKOTO TIOBEICHUS, arpecCHM, OTCYTCTBOBAJIO (hopMmpo-
BaHMe peur. [1opoKOB pa3BUTHS W HapYIICHUI OPraHOB
W CUCTEM T10 TaHHBIM JIAO0OPATOPHOI TUATHOCTUKH K BO3-
pacTy 2 JIeT He YCTaHOBJICHO.

IIpu reHeTMyeckoMm 0OCIeIOBaHUM ObUIM OOHA-
pYXeHbl  geideumu B y4yacTtkax  14q32.2q32.33
u 14931.31932.33, 3arparmBaromme 6,25 MIH ILH.
u 4,83 MJIIH M.H. COOTBETCTBEHHO, MO3aWyHas AyIUIU-
kamusa 14q32.13q32.2 (4,53 MJIH T1.H.), 3aTparvBa-
fomast 38 reHoB, M peryiasipHas ayriaukauus 14q32.2
(1,87 MJTH I1.H.) C BOBJIeUeHUEM 24 TEHOB.

OnmHaKko B CUTYallWM, KOrga y peOeHKa OTCYTCTBYIOT
MHUKPOAHOMAJIMM PAa3BUTHS, KaK B IIPEICTaBICHHOM
HaOJNONCHUU, a BBISIBJICHHBIC HApYIICHUS B TEHOME
TPaKTYIOTCS KaK M3MCHCHUS C HESICHOM KIMHWYECKOMN
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3HAYMMOCTbIO, CKOpee BCEro, MOJTyYeHHbIe HAMU Pe3YJib-
TaThbl MPU HEOOJIBIION BHIOOPKE MOTYT JIMIIbL YKa3bIBaTh
Ha MpeAroiaraeMylo pojib TeHOMHbIX HapyIlIeHUIi B Mpe-
KIEBPEMEHHOM POXICHUM U 3aIePXKKEe Pa3BUTHS ETEH.
[ToatoMy TpebyeTcsi UIMTENbHOE AMHAMMUYECKOE KIIM-
HUYecKoe HaOMoneHue 3a AJbHEUIIUM COCTOSIHUEM
9THX MAUMEHTOB U MPOAOKEHUE HAKOIJIEHUSI JaHHBIX
MO0 OCOOEHHOCTSM TE€HOMa B COMOCTaBJIEHWU C KJIU-
HUYECKUMU TPOSBICHUSAMU. DTO JacT BO3MOXKHOCTh
0XapakTepu30BaTh MeXaHW3M 3a00JieBaHUSI B KaxKIOM
OTIEJIbHOM cilydyae (mepcoHudUIMpPOBaHHAS TEHOMUKA).

[TonyyeHHble JaHHBIE TO3BOJIWIM CHOPMYJIUPOBATDH
JIMAarHOCTUYECKUIA aJITOPUTM WM TUIaH OTOOpa KaHIUIATOB
IUIS  MOJIEKYJISIPHO-LIMTOTEHETUYECKUX ~ UCCIIENOBAHUI
Y POIMBIIMXCSI HEJIOHOILIEHHBIMU JIETel ¢ HU3KOM Maccoit
Tena (CM. pPUCYHOK). B aTy rpynmy, KpoMme MalMeHTOB,
KOTOpbIe MMEIOT CTaHAAPTHbIE MOKAa3aHUsSl K OCYIIECTB-
JIEHUIO TEHETUYECKOro ooOcienoBaHusl (MHOXECTBEHHbIE
MOPOKM Pa3BUTHSI, CUCTEMHblE HapyUIeHUs, HWMEIOLIUe
B CBOEI OCHOBE TpeJroiaraeMblii reHeTuYeckuit aedexr),
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32 CYET KOTHUTMBHOM COCTaBJISIIOIIEH, B OTCYTCTBUE IpY-
TOr0 HEBPOJIOTMYECKOro nedulluTa U MUKPOAHOMATMIA
pa3BUTUsI. DTO ompenesisieTcsl Npyu AMHAMWYECKOM TeCTH-
POBaHUU pedeHKa MO CeUATbHBIM IIKaTaM.

TakuM [eTsIM MOKa3aHbl HE TOJIbKO CTaHAapTHOE
KapuOTUIIMPOBAaHUE, HO U IITUTOTEHETUUYECKOE MCCIeNO-
Banue (FISH/array CGH); aHanu3 skcnpeccuu reHOB
(srureHeTMYecKUe 0a3bl JAHHBIX); M3YyYeHUE MexkOes-
KOBBIX B3aMMOJEUCTBUI (MHTEPAKTOMHBIN aHau3);
uaeHTUGUKALMS TTPOLIECCOB-KAHAUIATOB MyTeM O0b-
€IMHEHUS] NAaHHBIX, TMOJYYEHHBbIX B pe3yJbraTe OMu-
TeHETUYECKOTr0, WHTEPAKTOMHOTO U MeETaboJIOMHOTO
aHanu3oB in silico, onpeaeneHre reHOHEHOTUITMYECKNX
KOppeJSILMA  JUISl  BBISIBIEHUsI TMaTOMU3NOTOTHYECKUX
MeXaHU3MOB 3a0oseBaHus |7, 8].

Takum obpa3oM, B pe3yJibTaTe MPOBEICHHOIO UCCie-
JIOBAHMSI TIOJIyYEHbl NaHHble O HaJWYUM HapylleHWi
B TeHOMe Yy OOJbIIMHCTBA OOCIEIOBAaHHBIX HEIOHO-
LIEHHBIX JeTeil ¢ HapylleHueM pa3BuTusi. Hanbosbias
MpakTUyeckasi CJIOXHOCTb 3aKJII04YaeTcsl B TOM, YTO B
HacTosi1ee BpeMsl Mbl MOXKEM TOBOPUTD JIUIIIb O IEPUOIE
Hay4YHOTO HaKOIUIEHUs MaTepuaia, MOCKOJbKY sl hop-
MYJIUPDOBKM JIMarHo3a, MpPOrHo3a pa3BUTHUSI pebdeHKa,
OOBSICHEHUSI CUTYallMW POIUTENISIM, TIPOBENEHUST ceMeii-
HOTO KOHCYJIBTUPOBAHUS 3HAYEHUE TTOJTyYaeMbIX PE3YJIb-
TaTOB MOKa HEJOCTATOYHO.
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