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Crnucok cokpanieHui

AMT — areHe3ust MO30JIMCTOTO Tela

AO®II — anbda-deronporens

BB?3 — Bupyc varicella zoster

BIIP — BpokaeHHbBIE TOPOKU PA3BUTHUS

BY/l — BHyTpHUEpEIIHOE NABICHUE

I'M — ronoBHO#I MO3T

JHT — nedexTsl HepBHOW TPYOKH

KT — xommnbrotepHast Tomorpadust

JID — nmucconnedanus

JINIO - TMKBOPOUIYHTUPYIOLIME ONIEpaLin

MKP — mansdopmanuy KOpKOBOTO pa3BUTHUS

MPT — marHuTHO-pe30HaHCHAsE TOMOTpadus

MT — mo3ommcroe Teno

HeiipoBusyanuzanuonHoe o0cieoBaHHE - YJIbTPa3BYKOBOE MCCIEAOBAHUE TI'OJOBHOIO
Mo3ra/HeiipocoHorpadusi, MAarHUTHO-PE30HAHCHAsE TOMOTpad s TOJIOBHOTO MO3Ta

I[IMI" — monumMuKporupus

CM — criuHHOM MO3T

V3U — ynbTpa3ByKOBOE UCCIICIOBAHNE

YO — yMCTBEHHasI OTCTAJIOCTb

IMB - nuromeranoBupyc

[HHC - uentpanpHas HEpBHAs CUCTEMa

LCX — uepedbpocnuHanbHas KUJIKOCTh

I3 - mu3sHuedanus

30T — snekTposHuedanorpadus

mTOR (mammalian target of rapamycin) — MUIIICHb TYTH parlaMUIITHA MICKOTUTAOIINAX

OMIM (Online Mendelian Inheritance in Man) - uHTepHET-KAaTAJIOT YEIOBEYSCKUX TCHOB U
TeHETHYECKUX HapyIIeHUH

TORCH — Tokcomna3ma, kpacHyxa, IATOMETaTIOBUPYC, TepIiec

SWI (susceptibility weighted imaging) - n3o0paskeHusi, B3BEIIEHHBIE T0 MATHUTHOM

BOCIIPHUUMYHUBOCTHU



TepMuHBI U onpenesIeHUs

CocTosiHMe — W3MEHCHHUs OpPraHW3Ma, BO3HUKAIOIIME B CBSA3H C BO3JACHCTBHEM IMATOTCHHBIX U
(nnn) pusnonornyeckux (hakTopoB, TPEOYIOMIME OKA3aHHS METUITTHCKOM TOMOIIIH;

HNHcTpyMeHTa/IbHASI IMATHOCTHKA — KCCIEAOBAaHUS C NPUMEHEHHWEM pa3IMYHbIX amnapaTos,
pruOOpPOB U HHCTPYMEHTOB.

YpoBHHM [I0CTOBEPHOCTH [10KA3aTeJbCTB OTPAKAIOT CTENEHb YBEPEHHOCTH B TOM, HYTO
HalAeHHBIN 3P PEKT OT IPUMEHEHHUS MEAUIIMHCKOTO BMEIIATEILCTBA SBIISICTCS HCTUHHBIM.

YpoBHHM YO0eAUTENbHOCTH PeKOMEHJALUMIi OTPaXalOT HE TOJBKO CTENEeHb YBEPEHHOCTU B
JOCTOBEpHOCTH 3(deKTa BMENIaTeNbCTBA, HO U CTENEHb YBEPEHHOCTH B TOM, 4YTO CJIEIOBAaHUE
PEKOMEHIAIMSM TTPUHECET OOJIBIIE TOJB3HI, YeM Bpe/la B KOHKPETHOW CUTYaIHH.

PaGouas rpynna — cooOIIecTBO JIOJEH OJIMHAKOBBIX WM Pa3IMYHBIX Npodeccuii, padoTaromux
COBMECTHO M COTJIACOBAHHO B LIEJSX CO3JAHUS KIMHUYECKHX PEKOMEHIAINil, U HEeCYIIHX OOIIYIO
OTBETCTBEHHOCTD 32 PE3YJbTaThl JAHHOWU PabOTHI.

CHHAPOM — COBOKYITHOCTh CXOXHUX KIMHHYECKUX W TAPAKIUHUYCCKHX CHMIITOMOB C OOIIUM
MAaTOTEHE30M, KOTOPBIE MOTYT OBITh BBI3BaHBI TOJHKO OJHHM WJIM PA3HBIMH ITHOJOTUYCCKUMHU
(hakTopamu.

Xupypruyeckoe BMeIIATeJIbCTBO — MHBa3WBHAs MPOLEAYpa, MOKET HCIOIB30BATHCS B IIENAX
NUArHOCTHUKY W/MJIH KaK METO/I JIEUCHUS 3a00I€BaHU .

Xupypruuyeckoe JieueHHe — METOJI JICUYCHHs 3a00JICBaHUI MTyTeM pa3beAMHCHHUS M COCTUHCHUS
TKaHe! B XOJIe XUPYPTUUECKON OmepaIuu.

OmOpuonanbHoe pasputue I[HC mnpencraBnser TreHETHYECKH —JIETEPMHUHHPOBAHHBIC
CTPYKTYpHBIE W (YHKIIMOHAIBHBIC IMPEOOPA30BaHMUS HEPBHOW TKAHH C IIOCIIEIOBATEILHOCTHIO
CO3peBaHUS HEHPOHHBIX CUCTEM B MTEPHOIbI BHYTPUYTPOOHOTO Pa3BUTHS:

- SMOpPHUOHANBHBIN EpUOJ — OT 3-i HeAeu — JI0 KOHIIa 8 HeJleNlu OepeMEeHHOCTH;

- (l)eTaJ'IBHHﬁ nepuoa — OT 9 HCACIN 6epeMeHHOCTI/I — A0 PpOXIACHUH.



Bpoxkaennbie aHoMa UM (MIOPOKHM PA3BUTHSI) HEPBHOM CHCTEMBbI y JeTeil

1. Kpatkas uadopmaius mno 3a00JIeBaHUIO UM COCTOSIHUIO (TpyIIe 3a00J€BaHHA WIIA COCTOSIHUH )

1.1 Onpenesienue 3a001eBaHUS WIN COCTOSIHNS (TPyNNbI 3200/1eBaHUI WM COCTOSTHUMIA)

Bpoxennsie anHoManuu (IOPOKH Pa3BUTHS) HEHTPpaabHON HepBHOU cuctembl (BITP ITHC) -
3TO CTPYKTYpHbIE aHOMaJMH TOJIOBHOTO M CIMHHOIO MO3ra, BO3HMKAIOUIME B Mpollecce
BHYTpUYTpOOHOTO pa3sutus [1].

K anomanusiM pa3BUTHS B pe3yibTaTe HEIMOJHOTO 3aKPBITHUS HEPBHON TPYyOKH OTHOCSITCS
nedextsl HepBHOU TpyOkH (JIHT) - BposkieHHBIE TOPOKHM Pa3BUTHS IICHTPATLHON HEPBHON CUCTEMBI,
KOTOpBIE SIBIISIOTCSA YaCTOM MPUYUHON MEPTBOPOKICHUS, MIAJCHUYECKON CMEPTHOCTH HIIU TSIKEIIBIX
JBUTATEIBHBIX HAPYIIEHUN Y IETEH.

[Tpo3sHuedanueckue TOPOKH BO3HUKAIOT B pE3ybTaTe HEpa3leeHUs] KOHEYHOTO MO3ra H
XapaKTepU3yIOTCs rpyObIMHU HapYUICHUSIMH, TUOO0 OTCYTCTBUEM YacTHU CTPYKTYP FOJIOBHOT'O MO3ra.

[Topoku pa3BUTHUS TOJOBHOIO MO3ra BCIIEACTBUE HAPYIIEHUS MUTpalluu U AU PEpeHInPOBKU
HEPBHBIX KJIETOK BKJIIOYAIOT IIUPOKHI CIEKTp aHOMAaJIMid, B TOM YHCJE KOpPbI TOJIOBHOTO MO3ra,

KOTOPLIC ABJIAKOTCA 4aCTbIMU NMPpHUYMHAMHU 3aACPIKKHU HCPBHO-IICUXUYCCKOTO PA3BUTHA U SIHJICTICUU

[2.3]

1.2 OTtnonorus u naroreHe3 3a00JieBaHMs MJIM COCTOSIHUS (TPynnbl 3a00/1¢BaHUIl MJIH
COCTOSIHM )

Otuonorust BpokAeHHbIX aHomanui pasButus L[HC pasnooGpasnas.  I'enetnueckue,
HereHeTH4Yeckne (PakTopbl M UX COYETAaHUE OKAa3bIBAIOT MATOJIOTMYECKOE BIUSHUE B pa3iUyHbIC
nepuo/ibl YMOpHOHANILHOTO pa3BUTHs. COBPEMEHHBIE METO/IbI JUATHOCTUKHU MO3BOJIIOT YCTAHOBUTH
STHOJIOTUIO BpPOXKJIEHHOM aHOMaJlMM Yy TOJABISIIOIIET0 YHCIa MAlUEeHTOB, XOTS NpUYMHA
Bo3HukHOBeHus BIIP IITHC y uactu nereli Bce emie ocraeTcss HEM3BECTHOI. .

K HereHeTHueckuM TepaTOreHHbIM (haKTopaM OTHOCATCS HMH(EKIHOHHbIE 3a00J€BaHUS Y
MaTepH, BO3/IEHCTBHE XUMHUYECKUX BEIIECTB, PaJualllii, HEAOCTATOUHOE MUTaHus MaTepu (Aeuuut
fona, (onreBol KUCIOTHI), cOMaTU4YecKas MAaToJOTHs MaTepu (IuabeT, TMIOTHPEO03, OKUPEHHE),
IpUEeM TICUXOAKTHBHBIX BeIlleCcTBa (QJKOrojb) M JIEKAPCTBEHHBIX MpenapatoB ((PpeHUTOMH™™,
BajblIpoeBasi kuciaoTa**). HebOmaronpusiTHOe BIMSHHME OKAa3bIBAIOT COLUAIBHO-IKOHOMHYECKUE
¢dakTopsl (HM3KMIl YpOBEHb JI0XOJa CEMbH, OrPAaHMYEHHBIH JOCTYl K MEIUIIMHCKOMY
00CITy’)KUBAHHIO ), OUYEHb MOJIOJION WJIM TIO3/IHUI BO3PACT MATEPH.

Pa3BuTHE rojJOBHOIO M CIMHHOIO MO3Tra HAuMHAETCS ¢ (OPMHUpPOBAaHUS HEPBHOM TPYyOKH B

nporecce HEWpYIALMU, NMpoucxoasmero Ha 3-4 Henmensax OepemeHHocTH. Heipymsamus — 310



nporecc 00pa3oBaHUs M 3aKPbITHS HEPBHOW TPYOKHM, NPUBOAALIMHA K (POPMUPOBAHHUIO CIIMHHOTO U
TOJIOBHOTO MO3Ta, perynupyemslii 6onee yem 300 renamu [5].

HebnaronpusitHoe Bo3eiicTBHE Ha IO/ B 3- 4 HEZEN0 BHYTPUYTPOOHOI KU3HU IPUBOJUT K
HapyleHuio (OpPMHUPOBAHUS NEPBUYHBIX, DJIEMEHTapHBIX CTPYKTYp HEPBHOH CHUCTEMBI W
BO3HUKHOBEHHMIO JedekToB HepBHOW TpyOku (/IHT), KoTOphie SBIAIOTCA YacTOW NPUUMHOU
anomanuit I[ITHC [4].

['enetnueckne  nedextsl  (GepMeHTOB  (OJATHOTO  IMKJIA  OTPUIATENBHO  BIMSAIOT
IIPEUMYIIECTBEHHO Ha JaHHbIM dTan pa3Butus HC, XOTs MOryr Taxke NPUBOAWTH K aHOMAJIHUIM
MO30JIUCTOr0 Tela W Mo3keuka. [6]. BzaummoneilicTBue HEBpalbHON TPYOKH C OKpYyKarouien
Me30/1epMOil (POpPMHUPYET OMOPHBIE TKAHH, B YaCTHOCTH TBEPAYIO MO3TOBYIO O0OJIOUKY, Yepern |
[T03BOHOYHHUK.

CoueTtaHue rpbDKU 33JHETO MO3Tra C OTKPBITHIM JIe(peKTOM HEepBHOW TPYOKH II0/1a HA3bIBAIOT
Cunapom Aproabaa-Kuapu (manbedopmanus Kuapu II Tuna (MK II))..

[TonararoT, 4TO BO3HUKHOBEHHE CHHApoMa ApHoibaa-Kuapu cBsizZaHo ¢ morepeil JIMKBopa
yepe3 OTKPBIThIM KaylajdbHbIM Helpornop. M, XOTs KOHLENUMsA NEPBUYHOM AMCTEHE3UU T'OJIOBHOIO
MO3ra BHOBb IIPUHHUMAETCS BO BHUMaHUE JUIsl 00BsICHEHUs1 aHOMalnii Mo3ra, cBa3anHbeix ¢ MKII [70],
«eauHas Teopus», npemioxenHas McLone u Knepper B 1989 r., octaercs Hanbosiee nmpU3HaHHON
[71]. Cormacno e#, cuHapoM  ApHoibaa-Kuapm  moxxer  ObITh  OlpeaeneH  Kak
JN33MOPHUOT€HETHYECKUI TPOLECC, BO3HUKAIOIINI B PE3yIbTaTe HEMOJHOW OKKIIO3UM CIUHAIBHOTO
HEHpOoIopa, YTO NPUBOAMT K IOTEPE CIMHHOMO3IOBOM XUAKOCTH, Kojulancy IV xkemynouxa,
IPOJIAIICY MO3TOBBIX CTPYKTYp B CHUHAJIbHBIA KaHal W HapylleHU0 (GOopMHUpOBaHHS 3ajaHel
YEPENHON SAMKH.

B noareepkaeHne 1aHHON TEOPHUH aBTOPBI YKa3bIBAIOT HA PErPecc HEMPOBU3YyaATU3alIMOHHBIX
MIPU3HAKOB Mocie peTanbHoi Koppekiun MMILI, HaGmo1aeMblil Kak B YCIOBUSX 3KCIIEPUMEHTA, TaK
U B KJIMHHWYECKOW mpaktuke [72]. Tem He MeHee, MUKPOCTPYKTYPHBIE HCCIIEIOBaHUS CTBOJA
TOJIOBHOIO MO3ra y MalMEeHTOB C CHHAPOMOM ApHosbaa-Kuapu BBIABIAIOT Kak AeQopMariuio
TPaKTOB U A€, TaK U TUIOIIA3UI0, TUCTEHE3HUIO U areHe3UI0 YeperHbIX HEPBOB U sjiep MocTa [73].
OTH U3MEHEeHUsT MOryT OBITh KaK NEepBUYHBIMM, TaK W BTOPUYHBIMH [0 OTHOIIEHHUIO K
KOMITPECCHOHHOMY ITOBPEXKICHUIO.

Cungpom ApnHonbaa-Kuapu, tum 1 B psge ciaydaeB MpeanoyiokKUTEIbHO OO0YyCIOBIEH
MyTallUSIMU B T€HAX, OTBEYAIOIINX 32 (POPMUPOBAHUE 3aTHUIOYHON KOCTH U 3aJHEW YEpErHON SIMKHU:
DKK1, LRP4, BMP1 wu npyrue.

[TpozsHuedannueckoe pazButue (GpopMHUpOBaHHE KOHEYHOTO MO3ra) HauumHaercs ¢ 5-6

HCACIIN IreCTalli U aKTUBHO MPOAOJIKACTCA HaA 2-3 MECALIC BHYTpHYTpO6HOﬁ JKHN3HHU.



Pa3BuTHE KOpBI TOJOBHOTO MO3Ta MOAPA3ACISICTCS Ha CTaaud nposmdepanun KieTok (3-4
MeCslbl TeCTaluu), MHUIpaluu HEHUpoHOB (3-5 Mecsubl Trecralyu) M HNOCTMUTPALMOHHON
KOPTHK&JIbHON opranuzanuu (c 5 wecaua). Muenunuszanms (¢ 6 Mecsdlla) U KOPTHKaIbHAs
OpraHu3alys SBJISIOTCS 3aKIIOUYUTEIbHBIMUA JTAallaMUd DPAa3BUTHUS MO3ra M IMPOJOJDKAIOTCS TOCie
poxnaenus [7,8,9].

KopkoBeie ManbpopManuu MPEACTAaBISAIOT COOOH TeTePOreHHYI0 TPYHIYy BPOKAEHHBIX
MIOPOKOB PAa3BUTHUSI TOJIOBHOTO MO3ra, B OCHOBE KOTOPBIX JIeKAT HApPYIICHHUS KIFOYEBBIX ATaIloB
KOpTHKOTeHe3a — mponudepannu U AudepeHuupoBKH HEHPOHAIbHBIX IMPEAUIECTBEHHUKOB, UX
paauanbHOM M TAHTEHIUAIbHONM MUTpAllMU, a TakKe MOCTMUIPALIMOHHOW OpraHu3alud KOpBI.
OTHOJNOTHS BKJIIOYA€T MOHOTEHHBIE MyTaluu (T€PMUHAIBHBIE M COMATHYECKHE), XPOMOCOMHBIC
aHOMAJIMU, CPEIOBbIC BO3ACHUCTBUS W HX COYETAHUS; B 3HAYMTEIBHOM JOJIe CIy4aeB NpPUYHHA
ocraéres HeBbIsicHeHHOM [Guerrini R, Dobyns WB. Malformations of cortical development: clinical
features and genetic causes. Lancet Neurol. 2014 Jul;13(7):710-26. doi: 10.1016/S1474-
4422(14)70040-7. Epub 2014 Jun 2. PMID: 24932993; PMCID: PMC5548104.].

AHOMAaIIMK KOPKOBOTO pa3BUTUS (POPMUPYIOTCS TOCTE 2-X MECSIIEB BHYTPUYTPOOHOI KU3HU
wioga, OHM oOpa3ylTcsi B pe3yibTare HAapyIICHHUS HOPMAIbHBIX MPOIECCOB HEHUPOHATBHOM
nponudepanuy, MHTPAaldd W  OPraHM3AalUU KOPKOBBIX CTPYKTYp M SIBISIOTCS  BBICOKO
AMUJICTITOTEHHBIM CyOCTpaToM/ TaToMOphOIOruIecKuMu cocTossHusiMu [11,12].

KopkoBbeie Manbopmanuu (HopMHUPYIOTCS NPEUMMYILIECTBEHHO B mepuoa ¢ 6-if mo 24-io
Hezento recraud. Mopdonorndeckuii THII TOpOKa OHpesensercs TeM, Kakoi HMEHHO JTal
KOPTHKOT€HE3a OKa3aJiCs HapyIIEeH: MaToJorus mnpoyudepanuy HeipoOaacToB NPUBOIUT K MHUKpPO-
Wi MeramHiepanuu U (OoKaIbHOW KOPTUKAIBHOW MAMCIIA3UHU; HApyLIEHHWE MUTpalud — K
JTUccOHIepaTy, MaXUTUpUM M TeTepOTONMU Ceporo BellecTBa; Ae(EeKTbl MOCTMUTPAMOHHOM
OpraHu3alnui — K MOJUMHUKporupuu U mu3dHiedanuu [Juric-Sekhar G, Hevner RF. Malformations
of Cerebral Cortex Development: Molecules and Mechanisms. Annu Rev Pathol. 2019 Jan
24;14:293-318. doi: 10.1146/annurev-pathmechdis-012418-012927. PMID: 30677308; PMCID:
PMC6938687.].

Manbsdopmaru kopkoBoro pazsutusi (MKP) cocTaBisior GoJbIlyi0 reTepOreHHYI0 TPYIy
HapylmieHuii  (GopMHpOBaHHS  KOpbl  TOJIOBHOTO  MO3ra, OOYCJIOBJIEHHBIX TI€HETHYECKOH,
MH(EKIIUOHHON, CcocyaucTo wiu Metabonmmueckoir stuonorueid. MKP  xapakrepusyrorcs
AHOMAJIbHOM CTPYKTYpPOH KOpBI WM HAIUYUEM TETEPOTONMYECKOTO CEPOro BEIIECTBA, HWHOTIA

CBSI3aHHOT'O C aHOMAaJIbHBIM pa3MepoM Mo3ra (MHKposHUedanueil win MmeramHuedanueit) [41, 58,

59].



BrisiBieno 6osiee 100 reHOB, MyTaIliud KOTOPBIX aCCOIIMUPOBAHBI C OJJTHUM HJIM HECKOJIbKUMH
MOPOKaMHU Pa3BUTHUS KOPHI TOJIOBHOTO Mo3ra. KopkoBeie mManbdopmanmu BO3HUKAIOT TOCPEICTBOM
HapYIICHUS] PETYJISAINHUHA KIETOYHOTO IHUKIA (OCOOEHHO Ha 3Tare MUTOTHYECKOTO JENCHUS KIIETOK,
arornro3a), CTPYKTYphl IIUTOCKENeTa, MPOIECCOB MHUrpaluy HEHpoHOB U (yHKUMU OazanbHOM
MeMOpaHbl, a TaKKe MeTa0OJIMYeCKUX IMPOLEeccCOoB B KieTkax Mosra. KopkoBblie ManmbhopManuu u
apyrue BITP I'M MoryT BcTpedaThcsi Kak IpOsIBICHUS HACIEACTBEHHBIX O0sie3Hell 0OMEHa BEIEeCTB.
[57].

MHorue KOpPKOBBIE aHOMAJIM{, CBS3aHHbIE C AaHOMAJIbHON mpoiudepanreid HEWPOHOB,
BKJIIOUYasi MerayHIedanuio U QoKalbHble KOPKOBbIE NUCIUIA3UU, SBISIIOTCS pe3yIbTaTOM MYTallUi,
BaustioiuX Ha myTh MTOR, KOTOPBIH CITYKUT HIEHTPAIBHBIM PErYJIATOPOM pocTa U romeoctasa [13].
Jloka3zaHO y4yacTHE HECKOJIbKMX T'€HOB, CBA3aHHbIX ¢ nyreM mTOR B maTtorenese aHomaiuii KOpbl
emle Ha sTarne nponudepanuu HeiipoHoB. [laTorenHsle BapuanTtel B reHax Mytanuu B reHax AKT3,
PIK3CA u PIK3R2 wpentuduuupoBaHbl TNpU AUCIIACTHUECKON MeramdHuedanuu (paHee -
reMuMeramHIedanms), CHUHJIIpOME MeTaIPHIICPATUN-TTOIMMUAKPOT UPUH-TTOTHTAK THITH-
ruporedanuu, CHHAPOME MeTamdHIe(aTuN-KamUIIPHOH Maab(OpMaIlui, COCYIUCTBIX MOPOKAX
Pa3BUTHUS U KOPTUKAJIBHBIX JUCILIA3USIX.

Myrtanuu B rede PIK3R2 sgBnsitorcst yacToil MpUYMHON BO3HUKHOBEHMSI HECHHIPOMAIbHOU
MOJMMHUKPOTHUPHUH. BOJBIIMHCTBO NATOr€HHBIX BAapUAHTOB B 3THX TIE€HAX HE YHACJIEAOBaHbI OT
poauTeneld W BO3HUKAIOT «de novoy», BIEPBBIE y TMOPAKEHHOTO 4YJI€HAa CEMbH, Jajieeé MOTYT
nepeaaBaThCs, COTJaCHO ayTOCOMHO-TOMUHAHTHOMY TUITY HACJIE€I0BAHMS.

[19,20,21].

ComMarnueckre MyTalldd MOTYT MPHCYTCTBOBATh TOJIBKO B KJIETKaX TOJIOBHOT'O MO3ra M HE
BBISIBIIATHCS B KpOBH, ¢ [1I'M cBsI3aHbI Takue MyTanuu B HecKoIbkux reHax mytd mTOR (MTOR,

Jpyroii BaxXHOU IpyIIION IeHOB M1 BOSHUKHOBEHUS BIIP KOpPBI ABJIAIOTCSA TE€HBI-PEryIATOPbI
nytei Heliporenesa u pervtukanuu JIHK. K aum otnocsatcs MCPH1, CENPJ, CDK5RAP2, WDR62,
NDE1, NDE1, CDK5RAP2, TUBA1A, TUBB2B, TUBB3, TUBG1, LIS1, DCX, DYNC1H, KIF5C,
NDE1

[14,15,16,17,18] Onu TakKe 4YacTO CBS3aHbI C Pa3BUTHEM IEPBHUYHONW MUKpPOIEHATUH.
BonpmHCTBO M3 HUX HE YHACIEIOBAHBI OT POAUTENEH 1 BOSHUKAIOT «de novoy.

K KOpKOBBIM aHOMaJIMSIM, BO3HUKAIOIIMM B pPE3yJIbTaTe€ HAPYIICHUS MHUIPAllM HEHPOHOB
OTHOCSTCSI FEFepOTOrH# JTMCCOHIIC AT, TAXUTUPHUS U TE€TEPOTOIHH.

Jlucconnedanust U naxurupusi — MPOSBICHUS OJHOTO M TOTO K€ MAaTOJIOTHYECKOro Mpoiiecca
(HapymeHuss  HEHUpOHAJIBbHOM  MHIpaluu), pa3iuyarollMecss JIMIIb  CTENEHBIO  TSAKECTH.

.HI/ICCBHI_IC(I)B.J'II/ISI (CI/IH,Z[pOM «TJIagxKoro MO31“8.))) — IIOJIHOC UJIU ITOYTH MOJHOC OTCYTCTBUC U3BUJIMH



u 00po3a, a maxurupus («TOJICThIE M3BUIMHBDY) XapaKTEpU3yeTCs IIUPOKMMHU M YIUIOUIEHHBIMU
M3BUJIMHAMH, OOpO3/bI COXpAaHEHBI, HO MX KOJMYECTBO YMEHBbIICHO. B nureparype ucmoib3yercs
TEPMUH «CIIEKTp JHUccIHNehanuu-naxurupum».Jlucconnedanus BozHukaer Ha 12-16 Hememsax
recrarmu [Di Donato N, Chiari S, Mirzaa GM, Aldinger K, Parrini E, Olds C, Barkovich AJ,
Guerrini R, Dobyns WB. Lissencephaly: Expanded imaging and clinical classification. Am J Med
Genet A. 2017 Jun;173(6):1473-1488. doi: 10.1002/ajmg.a.38245. Epub 2017 Apr 25. PMID:
28440899; PMCID: PMC5526446.].

Ha ceroassmHuii 1eHb UASHTUPUIUPOBAHO OKOJO0 20 reHOB JHCCIHLE(ATBHOIO CIIEKTPa, B
COBOKYMHOCTU 0O0bsicHstomux Oonee 80% cmyuyaeB. Okono 40% mnuccannedanuii 00ycIoBIEHBI
mytanusivu B reHe LIS1 (PAFAH1B1). Bropoe mMecTo 3aHMMarOT JinccoHuedannu, 00ycIoBIeHHbIE
mytanusmu B rene DCX (6onee 20%) [Bahi-Buisson N, Souville I, Fourniol FJ, Toussaint A, Moores
CA, Houdusse A, Lemaitre JY, Poirier K, Khalaf-Nazzal R, Hully M, Leger PL, Elie C, Boddaert N,
Beldjord C, Chelly J, Francis F; SBH-LIS European Consortium. New insights into genotype-
phenotype correlations for the doublecortin-related lissencephaly spectrum. Brain. 2013 Jan;136(Pt
1):223-44. doi: 10.1093/brain/aws323. PMID: 23365099; PMCID: PMC3562079.].

[TprunHO# Ki1accMuecKoM JHccIHIEe(aTu ABIAIOTCS MyTallUd F€HOB TyOyjiMHAa U OENKOB,
aCCOLIMMPOBAHHBIX C MHUKPOTpYOOUKaMHu, a «BapUaHTHbIE» (OpMBI JHCCIHLEPATUN CBA3aHbI C
myrtanusmu B renax ARX, RELNwu VLDR [26,27]. Myrauuu resa ARX MOTYT TOpPUBOJIHMTH K
LIMPOKOMY CIIEKTPY aHOMAJIMI TOJIOBHOTO MO3Tra U3-3a yMeHblIeHus konmdectsa 'AMKepruuecknx
HEIpOHOB B 0a3aJbHBIX TAHTIIUAX U KOpe roJ0BHOro Mo3ra [28].

TyOynuHonatuu, OOYCJIOBJIEHHbIE MATOTCHHBIMH BapHaHTAaMH B TEHAX, KOIAMPYIOLIUX
tyoymunsl, (TUBA1A, TUBB2B, TUBB3, TUBG) ¢enoTHIHMYECKH MOTYT TIPOSIBISTHCS
(eHOTUNTMYECKH MOTyT MposBIATECA Mukpouedanued, He Tonbko KOpkoBoil nucrenesuei
pa3UYHOM CTENEHU BBIPAKEHHOCTH, HO M , OTCYTCTBHEM/HEIOpPA3BUTHUEM MO3OJIUCTOrO Tella U
JPYTUX MPOBOJAIIMX ITyTel O€I0ro BelecTBa/uepernHblX HEPBOB, aHOMAIUAMU 0a3albHbBIX T'aHTIIUEB,
KOPTHKQJIBHON <«JIUCTUPHUEI», aCUMMETPUYHBIM Pa3BUTHUEM CTBOJIA MO3ra M TUIOIJIA3ued dYepBs
MO3XeuKa. Y MalueHTOB C MYTalMsIMH TeHax OeNKOB, aCCOLMHPOBAHHBIX C MUKpPOTpYyOOUKaMuU
(LISI, DCX, KIF5C, KIF2A u DYNCI1HI) 0ObIYHO BBISBJISIFOTCS JINCCOHIIC(DATHS WA TTAXUTHPHS a
TaKKe TUIOIUIA3Msl YePBs MO3KEUKa, TUCTEHE3MsT MO30JIHCTOro Tena [24,25].

[Tonmumukporupust (IIMI") — sBasiercst onHUM M3 HamboJee paclpoCTPaHEHHBIX MOPOKOB
Pa3BUTHS KOPBI, XapaKTEPU3YIOIIUMCS U30BITOYHBIM YHCIOM aHOMAJIbHO MEJIKUX U HEperyJspHBIX
W3BWINH C HAPYLIEHUEM KOPTUKAJIBHOW JaMUHAIMU. YacTh CllydaeB HIMEET ITHOJIOTHIO, CBSI3aHHYIO C
npeHaTanbHbIMU  uHOekiusaMu (LIMB, Tokcomnazma) uiaM UIIeMHed, 4yacTb — TEHETHYECKH

O6YCJ'IOBJ'ICHEL I'enetnueckas FeTCPOrcHHOCTh IMMOJIMMUKPOTHUPHUHU KpaﬁHe BBICOKA: BBISABJIICHO OoJjee
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30 accoruupoBaHHbIX reHOB [James J, lype M, Surendran MO, Anitha A, Thomas SV. The Genetic
Landscape of Polymicrogyria. Ann Indian Acad Neurol. 2022 Jul-Aug;25(4):616-626. doi:
10.4103/aian.aian_97_22. Epub 2022 May 5. PMID: 36211152; PMCID: PMC9540929.]  [Jarveld
I, Pactau R, Rajendran Y, Acharya A, Bharadwaj T, Leal SM, Lehesjoki AE, Palomiki M,
Schrauwen |. Heterogeneous genetic patterns in bilateral perisylvian polymicrogyria: insights from a
Finnish family  cohort. Brain Commun. 2024  Apr 18;6(3):fcael4?2. doi:
10.1093/braincomms/fcae142. PMID: 38712318; PMCID: PMC11073749.].

Ha stane moctmurparmmonHoro pasButus (20-24 Hemenu rectanuu) GOPMHUPYIOTCS TaKHE
BIIP xak wuctunHas nonumukporupus (IIMI') um mmzsanedamus— B stuonorun I[IMIT umerot
3HA4YCHUE TpeHaTajbHas HIIEMUs, TepaToreHHble, MHPeKnuoHHbe (akTopsl (LIMB). Dtnomorus
mm3sHUpamu (IID) cumMraeTcs reTeporeHHOH W BO MHOTHX CIydasX OCTaeTcsi Hem3BecTHOH. K
HEreHETUYECKUM TPUYMHAM BO3HUKHOBEHHUS 3TOTO IMOPOKA MOKHO OTHECTH BHYTPHUYTPOOHBIE
unpexkunu mnona (LIMB), runokcuuecku-uieMH4eckoe MOpPaKEHHE TOJIOBHOTO MO3ra, a TaKxkKe
MOJIOJION BO3pacT MAaTepu U 3J0YNOTPEOJEHHE MaTepbl0 aJKOTOJIEM B IMEPUOJ OEPEMEHHOCTH.
[Ipennonaraercs, yro IIMI" u IIID moryTt ObITH pe3yabTaTOM CXOAHBIX COOBITHH pa3HOW CTEIICHH
TSKECTHU, ITOCKOJIBKY YaCTO BCTPEUAOTCSI BMECTE.

[TonuMukporupusi MOXeT ObITb OOYCIIOBI€HAa MATOTEHHBIMU BapHaHTAMU B TE€HAX IMYTH
mTOR (PIK3R2 u PI4KA). Taxxe JaHHBI DOPOK MOXET BCTPEYAETCI B COCTaBe
MUKpPOIIMTOI€HETUYECKUX CHHJIPOMOB (HampuMmep, CHHIpPOMOB neneuuu 1p36.3 u 22qll.2),
HacJleICTBEHHBIX 0oJie3Hel oOMeHa BemecTB (CuHApoM LlenbBerepa — nepokcucOMHOE 3a00JIeBaHuE,
cuHJIpoM Yokepa-BapOypra — HacineAcTBEeHHOE HapylIeHHE TJIMKO3WIMUPOBaHUA) M JIPYTUX
MOHOTEHHBIX 3a0oneBanuii. [29,30].

[u3sHuedanus — penkas Manbdopmanus KOPKOBOTO Ppa3BUTHS, XapaKTepU3YIOLIAsCs
MOJTHOCJIOMHOM PaCLIEIMHON MO3TOBOM MAaHTHH, NMPOCTUPAIOLIENCA OT AMEHIANMAIbHOM BBICTHIIKU
OOKOBOI'0 JKeTyA0UKa /IO MHaTbHON MOBEPXHOCTH KOpbl. Kpast pacuienuHsl BBICTIAHBI aHOMAIbHBIM
CepbIM BEILIECTBOM, KaK IpaBWJIO C NpU3HAKaMHU MOJUMHUKporupuu. IlaTorenes mmzsHuedanu
reTeporeHeH M BKJIOYAeT KaK COCYIAMCTO-AECTPYKTHBHBIM MeXaHU3M (TMpeHaTalbHbI MH(OApKT B
6acceitne CMA, LIMB-un¢ekuus), Tak U HNepBUYHOE T€HETUYECKH OOYCIOBIEHHOE HapylIeHHe
HelpoHaNbHOW mTponudepanun u Murpanud. |'eHeTHdeckass TNPUYMHA YCTAaHABIUBAETCS B
MeHbIIUHCTBE ciydaeB [Tosto M, Fichera V, Zanghi A et al. Schizencephaly: Etiopathogenesis,
Classification, Therapeutic, and Rehabilitative Approach. Semin Pediatr Neurol. 2024;49:101113.
doi:10.1055/s-0044-1786793] [Halabuda A, Klasa L, Kwiatkowski S, Wyrobek L, Milczarek O,
Gergont A. Schizencephaly-diagnostics and clinical dilemmas. Childs Nerv Syst. 2015
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Apr;31(4):551-6. doi: 10.1007/s00381-015-2638-1. Epub 2015 Feb 18. PMID: 25690450; PMCID:
PMC4359713.].

Iu3sHIedaniss MOXKET BCTpeYaThCsl B COUETAHMM C JApyruMu aHomanusmMu IM (B 70%
cllydaeB - ¢ ruapouedanieit, areneauel Mpo3payHon Meperopoaku, B 25 % ciydaeB cOUYeTaeTcs C
CENTOONTHYECKONW JUCIUTa3uer - cuHapom Je Mopceke, cBsizanHoM ¢ reHamu HESX1 u SOX2). B
TaKHMX CIy4dasx 0oyiee BEpOSTHO HANTH 'eHETUUECKYIO IPHUUHY 3a0oseBanust [31].

I'emumeramunedanus (I'M3D) — peaxuil THKENBIA MOPOK Pa3BUTHA, XapaKTEPU3YIOIIUHCS
AQHOMAJIbHBIM YBEJIMYEHUEM OJHOTO MOJYHIapus TOJOBHOIO MO3ra (WM €ro 4acTH) BCIEACTBHUE
n30bITOYHOHN nmponudepannu U HapyuieHus TuddepeHIIMPOBKA HEMPOHAIBHBIX MPEAIIECTBEHHUKOB.
Mopdonornuecku MOpaxEHHOE TMOJIyIIapue yBEIHMYeHO B 00BEME, Kopa yTOJIIEHA W
Je30praHu30Bana, Oenoe BEHmIeCTBO HM30BITOYHO, KEMYJOYeK Ha CTOPOHE MOPAXKEHHS PACHIMPEH.
I'MD BO3HHKaeT BCIEICTBUE COMATUYECKOW (MTOCT3UTOTUYECKOW) MyTallMd B TEPHUOJ PaHHETO
Helporenesa, npeumyiiectBeHHO Ha 4-10 Hegensx reramuu. MO moxkeT ObITh 00yciOBIEHA
mytanusmu B cienyronux remax PIK3CA, AKT3, MTOR, PIK3R2 [Dobyns WB, Mirzaa GM.
Megalencephaly syndromes associated with mutations of core components of the PI3K-AKT-MTOR
pathway: PIK3CA, PIK3R2, AKT3, and MTOR. Am J Med Genet C Semin Med Genet. 2019
Dec;181(4):582-590. doi: 10.1002/ajmg.c.31736. Epub 2019 Aug 23. PMID: 31441589.].

@oxkanpHas kKoptukanbHas aucuiazus (PKJ[) — nokanpHas wmanbhopMarms KOpbI
TOJIOBHOTO MO3Ta, XapaKTEPHU3YIOIasCs HApYIICHUEM ITUTOAPXUTEKTOHUKH (AUCIIaMUHAIIUEN) U/ UITH
HaJIMYMEM MATOJOTMYECKH W3MEHEHHBIX HelpoHOoB. (DKJ[ BO3HMKAEeT BCIEICTBHE COMATUYECKUX
MyTallU{ B IEPUOJ aKTUBHOTO KOPTHKAJIBHOIO HEHPOreHe3a — MPEUMYIIECTBEHHO Ha 8-20 Henensax
recTaluu, Korjaa npoiaugeprupyroT HeHpoHaIbHbIE KIETKU-TIPEAIIECTBEHHUKH. [ 'eHeTn4eckast OCHOBa
OKJI tuna I npenMyIecTBEHHO CBSi3aHa ¢ comaThyeckuMu Mytauusmu B reHe SLC35A2, OKJI
tumna I oOycrnoBiena coMarndecKuMu (MO3aMYHBIMH) aKTUBUPYIOIIUMH MYTallUSIMHU B T€HAaX MMYTH
PIBK-AKT-mTOR — mnpexnae Bcero MTOR, PIK3CA, a ®KJI tuna IIl, kak mpaBuio, He UMeeT
COOCTBEHHOW TEPBUYHOM T'€HETUYECKOM NpPUYMHBI M BO3HUKAET BTOPUYHO Ha (oHE Apyroi
nokanbHOU martosjoruu Mo3ra [Baldassari S, Klingler E, Teijeiro LG, Doladilhe M, Raoux C, Roig-
Puiggros S, Bizzotto S, Couturier J, Gilbert A, Sami L, Ribierre T, Aronica E, Adle-Biassette H,
Chipaux M, Jabaudon D, Baulac S. Single-cell genotyping and transcriptomic profiling of mosaic
focal cortical dysplasia. Nat Neurosci. 2025 May;28(5):964-972. doi: 10.1038/s41593-025-01936-z.
Epub 2025 Apr 30. PMID: 40307383; PMCID: PMC12081288.].

HeiiponanbHast rereporonus — MaibpopMalnus KOPKOBOTO pPa3BUTHS, BO3HUKAIOLIAS
BCJIE/ICTBUE NPEXKIEBPEMEHHON OCTAaHOBKM HEHWPOHAIBHONW MUIPALIMU B MEPUOA MEXAY 6-U u 24-i

HCACIKIMU TeCTalluU, IMPpU I(OTOpOI71 HeﬁpOHBI 3aACPIKUBAKOTCA B aHOMAJIbLHOM MCCTC (He JocCTUuras
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KOpBI) U 00pa3yloT SKTOMUYECKHE CKOIJICHUS CEpOro BemiecTBa. | eHeTHMKa KpaliHe reTeporeHHa;
HanOoJjiee YacTasi yCTaHOBIICHHas npuunmHa — mytauun rena FLNA [Barkovich AJ, Guerrini R,
Kuzniecky RI, Jackson GD, Dobyns WB. A developmental and genetic classification for
malformations of cortical development: update 2012. Brain. 2012 May;135(Pt 5):1348-69. doi:
10.1093/brain/aws019. Epub 2012 Mar 16. PMID: 22427329; PMCID: PMC3338922.]
[Cellini E, Vetro A, Conti V, Marini C, Doccini V, Clementella C, Parrini E, Giglio S, Della Monica
M, Fichera M, Musumeci SA, Guerrini R. Multiple genomic copy number variants associated with
periventricular nodular heterotopia indicate extreme genetic heterogeneity. Eur J Hum Genet. 2019
Jun;27(6):909-918. doi: 10.1038/s41431-019-0335-3. Epub 2019 Jan 25. PMID: 30683929; PMCID:
PMC6777581.] [Lu YT, Hsu CY, Liu YT, Chan CK, Chuang YC, Lin CH, Chang KP, Ho CJ,
Ng CC, Lim KS, Tsai MH. The clinical and imaging features of FLNA positive and negative
periventricular ~ nodular  heterotopia.  Biomed J. 2022  Jun;45(3):542-548.  doi:
10.1016/j.bj.2021.05.003. Epub 2021 May 20. PMID: 35660364; PMCID: PMC9421925.].

AreHe3usi MO30JIUCTOTO Tella — HauOoJiee PacHpOCTPAHEHHBIM MOPOK PA3BUTHS TOJIOBHOTO
Moa3ra, HpCZICTaBJIeHHHﬁ IIOJIHBIM BpO)KIléHHI:IM OTCYTCTBHUEM MO30JIUCTOrO TCJa. Anomannu
MO30JIMCTOTO TCJIa IIPCACTABIICHBI MMOJHOM WM YacTUYHOM areHe3ned MO30JIHCTOr0 TCIa,
TMIIOIUIA3Kel M Au3reHesunei mozosucroro tena [Edwards TJ, Sherr EH, Barkovich AJ, Richards LJ.
Clinical, genetic and imaging findings identify new causes for corpus callosum development
syndromes. Brain. 2014 Jun;137(Pt 6):1579-613. doi: 10.1093/brain/awt358. Epub 2014 Jan 28.
PMID: 24477430; PMCID: PMC4032094.].

CDOpMHpOBaHI/IC MO3O0JIICTOTO TeJla HaunHaeTcsd Ha 8-9 HEACIIC TeCTallur U 3aBCPIIACTCA K 18-
20 nepensM. Ilopoku MO307MCTOrO Teja MOTYT ObITh OOYCIIOBJIEHBI LIEJBIM PSIIOM MOHOT€HHBIX
(cenronTHyeckas AWCIIa3Us, CUHAPOM AMKapaAu) U XPOMOCOMHBIX CHHJPOMOB (Tpucomuu 13, 18,
21, aHomManuu KOpOTKOro ruieda xpomocomsr 8) [Tsai P, Shinar S. Agenesis of the corpus callosum:
What to tell expecting parents? Prenat Diagn. 2023 Nov;43(12):1527-1535. doi: 10.1002/pd.6447.
Epub 2023 Oct 4. PMID: 37794643.].

[Topoku pa3BUTHS MO3KEUKA MPEACTABIAIOT COOOM T'€TEPOreHHYIO0 TPYIIY BPOXKIEHHBIX
aHoManui 3aIlHCI71 qepenHoﬁ SMKH, BKIHOYAKOIIYI0 TUIIOIVIA3UK0 HW JUCTCHE3UIO MO37KCUKaA,
MOHTOLIEPEOCIUISIPHYIO  THMOIUIa3uto, cuHapoMm Jlenagu—Yokepa wu  cunapoMm Kybepa; ux
BO3HUKHOBEHHE 00YCIIOBJICHO HAPYIICHUSIMHI SMOPHOHAIBHOTO IIepedeuiorenesa Ha 5—24-if Henmemsax
recTalliu BCIIEJICTBUE MOHOTeHHbIX MyTtamuii (B reHax TSENS54, CEP290, TMEMG67 u np.),
XPOMOCOMHBIX aHOMAJIM{, a TakXke CpeAOBBIX (PAKTOPOB — BHYTPUYTPOOHBIX HH(EKINH,

TeparoreHoB U cocyaucthix Hapymenuir [Aldinger KA, Doherty D. The genetics of cerebellar
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malformations. Semin Fetal Neonatal Med. 2016 Oct;21(5):321-32. doi: 10.1016/j.siny.2016.04.008.
Epub 2016 May 7. PMID: 27160001; PMCID: PMC5035570.].

['mnonnasusi MO3Keuka — BPOXKIEHHOE yMEHbIIEHHE 00BbEMa MO3KEuKa NpU COXPAaHCHUU
€ro HOpMaHBHOﬁ APXUTCKTOHUKH.

I[I/ICFGHG?)I/I}I MO3XCUKa - OTO IIOPOK pa3BUTHUA MO3XEYKA, IIPH KOTOPOM OTMEYAIOTCA
CTPYKTYpPHBIE HApYILIEHUS CTPOCHHUSA MO3KEYKA: AHOMAIUU [JOJIbYATOCTH, MJUCILIA3US KOPBEIL,
HapyLIECHUs HEUPOHAIbHOW MUTPALIUU.

FGHBI, MyTallUld B KOTOPBIX HNPUBOAAT K CHHAPOMAJIbHBIM W HECUHAPOMAJIbBHBIM (bOpMaM
runorene3un/nusreHesnn Mosxeuka: TSEN54, VRK1, GLI2 u apyrue [Aldinger KA, Timms AE,
Thomson Z, Mirzaa GM, Bennett JT, Rosenberg AB, Roco CM, Hirano M, Abidi F, Haldipur P,
Cheng CV, Collins S, Park K, Zeiger J, Overmann LM, Alkuraya FS, Biesecker LG, Braddock SR,
Cathey S, Cho MT, Chung BHY, Everman DB, Zarate YA, Jones JR, Schwartz CE, Goldstein A,
Hopkin RJ, Krantz ID, Ladda RL, Leppig KA, McGillivray BC, Sell S, Wusik K, Gleeson JG,
Nickerson DA, Bamshad MJ, Gerrelli D, Lisgo SN, Seelig G, Ishak GE, Barkovich AJ, Curry CJ,
Glass IA, Millen KJ, Doherty D, Dobyns WB. Redefining the Etiologic Landscape of Cerebellar
Malformations. Am J Hum Genet. 2019 Sep 5;105(3):606-615. doi: 10.1016/j.ajhg.2019.07.0109.
Epub 2019 Aug 29. PMID: 31474318; PMCID: PMC6731369.].

1.3 Dnuaemuosoruss 3a00jeBaHUsl MM COCTOSAHMA (Tpynnbl 3a0oJieBaHMU MU
COCTOSIHM )

JledexTsl HEpBHOU TpyOKH SBISIOTCS HanOoliee pAacIpOCTPAHEHHBIMU BPOXKJICHHBIMU
IIOPOKaMU Pa3BUTHSA: BO BceM Mupe exerofgHo perucrpupyercs nouta 300 000 ciyqaes. Mctunnas
yacToTa (OPMHUpPOBAaHUS AHOMAJIMIl HEW3BECTHA M3-3a YaCThIX CAMOIIPOMU3BOJIBHBIX abOpPTOB Ha
paHHUX CpOKaxX OepeMEHHOCTH. 3a00JIeBa€MOCTh BapbHPYETCSl B 3aBUCUMOCTH OT reorpaduueckoro
perrona ot 0,2 1o 11 ua 1000 sxuBopoxaeHuii [32].

YacroTa areHe3uu Mo3o0imcToro teia cocrabiseT 0,3—0,7% B oOmem Hacenenun u 2—3%
— CpeaM MHBAIUJIOB ¢ YMCTBEHHOM oTcTanocthio [33]. Uactota AMT cocraBisieT mpuOIH3UTEIEHO
1:4 000 )uBOPOKIEHHBIX.

['onompossuuedanus BcTpedaercs y 0,9% nereit ¢ BpoxkaeHHoi ruapouedanueii. Yacrota
nopoka coctasiseT 1 Ha 10000 HOBOPOXKIEHHBIX, TIPHU MCCIEAOBAHUN CIIOHTAHHBIX a0OPTOB YacTOTa
pa3BHUTHUS TAaHHOTO TIOpOKa Bo3pactaeT B 60 pa3 [34].

YacToTa BCTpEUaeMOCTH CENTOONTHYECKON nuciuiazuu BappupyeT oT 1:10 000 no eectanaster
1 na 50000 >KUBOPOXIECHHBIX JETEH MO JaHHBIM pa3HbiX aBTopoB [35] [Webb EA, Dattani MT.
Septo-optic dysplasia. Eur J Hum Genet. 2010 Apr;18(4):393-7. doi: 10.1038/ejhg.2009.125. Epub
2009 Jul 22. PMID: 19623216; PMCID: PMC2987262.].
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Yactora BCTpeuaeMOCTH BpPOXACHHOW  rTHaponedanuu coctaBiasier 3  Ha 1000
KUBOPOXKICHHBIX JeTeid [36].

Yacrora cunapoma ApHonbaa-Kuapu cocrasisger npumepao 1 Ha 1000 HOBOpOXIeHHBIX (OT
0,2 no 2 na 1000) [74], npu 3toM oT 90% 1o 98% mereid, poxaeHHbIX ¢ Muenomenunrouene (MML),
MMEIOT TaHHBIA CHHIPOM, YTO MOATBEPKIACT €€ TECHYIO CBS3h C 3TOH (hopmoii nu3padusma.

UYacrora BhIsiBIeHHA JucciHIedanmii cocraBmser 1: 4: ma 100 000 HOBOPOXIEHHBIX. .
Yacrora snmccannedanmuu - 1:100000 xuBopoxaennsix [Di Donato N, Timms AE, Aldinger KA,
Mirzaa GM, Bennett JT, Collins S, Olds C, Mei D, Chiari S, Carvill G, Myers CT, Riviére JB, Zaki
MS; University of Washington Center for Mendelian Genomics; Gleeson JG, Rump A, Conti V,
Parrini E, Ross ME, Ledbetter DH, Guerrini R, Dobyns WB. Analysis of 17 genes detects mutations
in 81% of 811 patients with lissencephaly. Genet Med. 2018 Nov;20(11):1354-1364. doi:
10.1038/gim.2018.8. Epub 2018 Apr 19. PMID: 29671837; PMCID: PMC6195491.]. Yacrora
MOJUMHUKPOTHPHH T10 JaHHBIM €IMHCTBEHHOIO €Bporelickoro uccienosanus — 2,3 110000 [Kolbjer
S, Martin Mufioz DA, Ortqvist AK, Pettersson M, Hammarsjo A, Anderlid BM, Dahlin M.
Polymicrogyria: epidemiology, imaging, and clinical aspects in a population-based cohort. Brain
Commun. 2023 Aug 11;5(4):fcad213. doi: 10.1093/braincomms/fcad213. PMID: 37614989; PMCID:
PMC10443657.].

UYacrora cunapoma [lenmu-Yoxkepa cocrasiser or 1:10 000 mo 1:30 000 >kuBOpOKAEHHBIX
[Bdair M, Milhem F, Sawaftah Z, Hamshary H, Abdul-Hafez HA, Hattab M, Nabresi N, Naseef O.
Unraveling Dandy-Walker Malformation: A Comprehensive Literature Review and Case Insight.
Clin Case Rep. 2025 Mar 24;13(4):e70356. doi: 10.1002/ccr3.70356. PMID: 40134959; PMCID:
PMC11932802.]. Yacrora cungpoma XKyo6epa - 1:80 000-1:100 000 sxkuBopoxnénubix [Gana S,
Serpieri V, Valente EM. Genotype-phenotype correlates in Joubert syndrome: A review. Am J Med
Genet C Semin Med Genet. 2022 Mar;190(1):72-88. doi: 10.1002/ajmg.c.31963. Epub 2022 Mar 3.
PMID: 35238134; PMCID: PMC9314610.]. Yactota mouTo-1iepebeutsaproii rumormtazuu — 1:200000
xuBopoxieHHbix [Namavar Y, Barth PG, Poll-The BT, Baas F. Classification, diagnosis and
potential mechanisms in pontocerebellar hypoplasia. Orphanet J Rare Dis. 2011 Jul 12;6:50. doi:
10.1186/1750-1172-6-50. PMID: 21749694; PMCID: PMC3159098.].

1.4 OcobeHHOCTH KOAMPOBaHUSI 3200JIeBaHUs WJIM COCTOSIHUSI (rpynmnbl 3a0o0JieBaHUIi
WIH COCTOSIHUIT) 10 MeKIyHAPOAHOH cTAaTHCTHYECKO Kiaaccupukanuu 0oJie3Hel U npodeMm,
CBSI3AHHBIX CO 310POBbEM
Cornacao MKbB 10 anoManuu (mopoku pa3BHTHS) TOJIOBHOTO MO3Ta OTHOCAT K pazaeny Q u
KOJUPYIOT:
Q00.0 Amndnuedanus
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Anedamus
Akpanus
Awmuemnnedanms
I'emuansHIIC DA

lemunedanus
Q00.1 Kpanuopaxuimsuc.
Q00.2 HumdHnIECanus
Qo1 DHiedanonesne
Q02  Muxponedanus
Q03  BpoxneHHas ruapouedanus
Q03.0 BpoxacHHBINM MOPOK Pa3BUTHSI CHJIBBUEBA BOAOIPOBOIA
Q03.1 Arpe3sus orBepctuilt Maxkanau u JIymku.
Cungpom Jlenau-Yokepa
Q03.8 J[lpyras BpoxaeHHas ruapouedanus
Q03.9 BpoxaenHas ruapouedanus HeyToUHESHHAs
Q04  [pyrue BpokJIeHHbIE aHOMAJIUH (IOPOKHU PA3BUTHUSI) TOJIOBHOTO MO3Ta
Q04.0 BpoxaeHHbIE aHOMAJIMU MO30JIMCTOrO Tea. AT€He3Uss MO30JIUCTOrO TeJa
Q04.1 ApunsHuedanus
Q04.2 Tomonpo3sHuedanus

Q04.3 [pyrue penykiroHHbIE AedOpMAIIFH TOJIOBHOT'O MO3Ta.

OTtcyTcTBHE YacTH MO3ra
AreHe3ust 4aCTH Mo3ra
Amia3ust 4acTu Mo3ra
I'mnonnasus yacTu Mo3ra
Arupus.
TunpanyHIEdams.
Jlucconnedanms.
Muxkporupusi.

ITaxurupus

Q04.4 CenToonTuyeckas IUCIIA3Us
Q04.5 Meramuuedanus
Q04.6 BpoxneHHbIE KUCTBI TOJIOBHOTO MO3Ta.
[Mopaunedanus. uzsanedanus
Q04.8 JIpyrue yTOUHEHHbIE BPOXKIECHHBIE aHOMAJIUK T'OJIOBHOTO MO3ra. Makporupus
Q04.9 BpoxneHHas aHOMAIUSA MO3Ta HEYTOUHEHHAs
Q07 Jpyrue BpoKIeHHbIE aHOMAJIUU [TOPOKU Pa3BUTHUSI| HEPBHOM CUCTEMBbI

Q07.0  Cunmpom ApHonbra-Kuapu
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Q07.8  Ipyrue yro4HEHHBIEC IOPOKH Pa3BUTHS HEPBHOW CHCTEMBI

AreHe3us HepBa
CMeleHune 1Ie4eBoro CIuIeTeHUS
CuHApOM AporKaieit 4emocTi

Cunppom Mapkyca ['yaHa

Q07.9  Ilopok pa3BUTHS HEPBHON CUCTEMbI HEYTOYHCHHBIN

1.5 Kunaccupukauuss 3a00/1eBaHUsI WJIM COCTOSSHUAA (Tpynmnbl 3a00J1eBaAaHU  MJIHM
COCTOSIHM i)

HcTopruyecku CI0KHUIOCH, YTO MPH MOMbITKE KiaccuduuupoBats BIIP Mo3ra B OCHOBE JI€KUT
yYpOBEHb MATOreHe3a, Ha KOTOPOM MPOMCXOIUT COOH MporpaMMbl 3MOPHOHAIBHOTO PA3BUTHSA:
[UTOTEHE3, TUCTOTEHE3 U OpraHorexes.. [37]

Knaccudukarus anomanuii (moOpoKOB Pa3BUTHSI) TOJIOBHOTO MO3Ta IO CpOKaM (hOPMUPOBAHHS
npeJcTaBieHa B Tadbnuue 1.

Tabmuma 1. Knaccudukamus u cpoku (HOpMUPOBAHHS aHOMAIUK (TIOPOKOB Pa3BHTHS)

rosioBHoro mosra [38]

Cranuu HeHpOOHTOTEHE3a Cpok recranuu [Topoku pa3BUTHS TOJTOBHOTO MO3Ta
JlopcanbHas UHIYKLIHUS: 3-4 uenenu AHdHIIehaTus
[lepBuuHas Helpynsaus 4 Henenu DHuedanomnene
(3-4 nenens) Cunnapom Apnonbaa-Kuapu
[Ipo3snuedannyeckoe 5-6 Hegenu ApunsHuedanus
pasBuTHE (BeHTpanbHas

6-7 Henenb I'nnomiasus/amiasyust MO30JIMCTOIO Tela
WHTYKIIHS)

Tononpo3sxuedanus.

(5-10 nenemns)
6 Henenb Cenroonrudeckast JUCIIa3us

[epebpanbHasi reMUTUTIOTLIA3M S \aTLJIa3Hsl

HeitponanbHnas 2-4 mMecsma Muxkponedanust (ACTHHHAS).
nponmpepanus, >2-4 mecs1eB MeramsHuedanus
mudepeHnnanus u

5 Henenb - 6 mec. | 'amapToMBI TTpU TYOEPO3HOM CKJIIEPO3€
THCTOTEHE3

> 3 Mecs1EB l'unpansanedanus.
(2-5 mecsueB)
Murpauus 2 mecsana Muzsunedanus. Jluccrnnedanus
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3 Mecsna [Maxurupus

(3-5 mecsueB) 3-4 mecsna [Honumukporupus
Opranuzanus 5 MecsIieB I'eTepoTonus HEHPOHOB
C 5 Mecsna — | 5 MecsueB ['unornasus\arene3ust MO30JIMCTOTO Tella

NOCTHATAJIbHBIN IEPUO
pron 3-5 mecs1ies dokasibHast KOPKOBAsk JUCILIA3US

HedexTsl HepBHOW TPYOKH BO3HUKAIOT B pe3yibTaTe HAPYIICHUS HEUPYIAUH Ha 3-i i 4-i
HeZeNle pa3BUTUA M, TaKUM 00pazoM, MPEJCTaBISAIOT cOOON caMoe paHHEe MPOSBICHHE MOPOKOB
pasBuTHs oprana. [ledexrsl HepBHOI TpyOKu (JJHT) mompasnensrorcs Ha KpaHHATIBHBIN AU3padu3Mm,
OPUBOMSIIMN K aHdHIEDannu wWiMm MEHHHrodHIedaonene, M COWHAIBHBIA Au3padu3M C
MEHHHTOMHEIOIIENE - CHHAPOM ApHosbaa-Kuapu [39,40].

s mansdopmanuii kopkoBoro passutus (MKP) paspaborana knaccupukanmoHHas cxema
13 3 OCHOBHBIX TPYII, KOTOPBIE PE3IOMHUPYIOT HAPYIICHHUS BCIEACTBUE aHOMAIBHOM Tpoudepaium
HEHWPOHOB, AHOMAJILHON HEMPOHAJIBHONM MUIPALMHM U aHOMAJIBHOIO IMOCTMHUIPALMOHHOTO Pa3BUTHUSA
(tabmuma 2). B knaccudukanuu mOpeacTaBleHbl HECKOIBKO (HOpM HApYHIICHHH KOPTUKAIHLHOTO
pa3BUTHA, BKJIIOYAs  JIMCCOHIEPAINIO, TMOJUMHUKPOTHpPUIO,  Mmu3dHIEdanno,  (OKaIbHYIO
KOPTUKAJIBbHYIO AUCILIA3UIO, ITU33HIEPATHNIO U TeTEPOTOINIO CEPOro BELIECTBA, OAHAKO €CTh JaHHbIE
0 OoubiieM pazHoodpasur MKP [56].

Knaccugukarus HapyieHnit KOpTUKaIbHOTO Pa3BUTHS MpeACTaBilIeHa B Tabuuie 2.

Taoauuna 2. Knaccnpukanusi HapyuieHnii KOpTUKAJILHOTO pa3Butusi [41]

I'pynna I. Hapyumenus BejieacTBHEe aHOMAJIBHON Npoau@epanuy HEMPOHOB U IVIMM WM aNoNTo3a

LA Mukponedanus

1.B MeransHiedanuu, BKIt0Yasi reMUMeraidHIePanio

1.C KoprukanbHble aucreHe3nn ¢ aHoManbHOM kietouHoil mnpomudepanueit (OKI I tuma mo

knaccugukanun MII3JI, 2011).

I'pynna I1. Hapymenus BciencTBue aHOMaJIbHONW HEHPOHAIIBHONW MUTPALIUA

I1. A | I'ereporonus ceporo BeniecTna

I1.B | Jlucconnedanus
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I'pynna I. Hapyumienusi BejieAcTBHE aHOMAJIbHOM NpoJindepanuy HeliPOHOB U IJIMU WJIH anonTo3a

Il.C | IlogkopkoBasi JIeHTOYHAs TE€TEPOTONHS (arupus — MaxXUTUPHUS — JIEHTOUYHbBIN CIIEKTP)

II.D | Manshopmanuu KOpsI 10 THUILY «OYIBIKHON MOCTOBOW»

I'pynna III. Hapyumienust BciencTBre aHOMajaUM IMOCTMUTPALMOHHOTO Pa3BUTHS (AHOMAJIMU KOPKOBOM
OpraHU3aIHH )

I11. A | Ilomumuxporupus

I11. B | Huzsuuedanus

1. C | ®okanbuble kopTuKanbHble quciuiazuu (PK/I I u I tunos no knace. MIIDJL, 2011).

[eHetnvecku  OOYCIIOBJIICHHbIE aHOManud  (IOPOKH  pa3BUTHA) TOJOBHOTO  MO3ra
KJIACCU(PUITUPYIOTCS HA CHHAPOMAaJIbHBIC U M30JIUpOBaHHbIC. | eHeTnueckue 3adoneBanus ¢ BIIP I'M
MOT'YT UMETh ayTOCOMHO-PELIECCUBHBINA, ayTOCOMHO-JIOMHUHAHTHBIA WJIH CHUEIUICHHBIN C MOJIOM THII
HaCJICIOBaHMs. Y YacTH MAIMEHTOB MYyTallMM BO3HUKAIOT de NOvo, a B HEKOTOPHIX CIydasX MOTYT

OBITE YHACJICOOBAHBI OT MMOPAKCHHOI'O POAUTCIIA.

1.6 KimHnueckass kapTuHa 3200/1eBaHUSI MJIM COCTOSIHMA (Tpynnbl 3a0o0JieBaHMi MU
COCTOSIHM )

AndHnedanusa ¢opmHupyeTcss B pe3yibTaTe HapyLIEHHUs 3aKpbITHs IEpeIHEero OoTAea
HEpBHOM TpyOku (He mozxke 24 1HS BHYTpUYTpoOHOro pasButusi). [lopok uMeeT BHeEIIHHUE
MPOSIBJICHUS: NEePEKT uepemna, MO3TOBBIX OOO0JIOYEK M BOJIOCHUCTON YacTH ToJIOBHI. [IpMMUTHBHBIM
MO3I' COCTOMT M3 COEIMHUTENbHON TKAaHU, COCYIOB M Heipornuu. [lomymapus roJoBHOro mMosra u
MO3X€YOK OOBIYHO OTCYTCTBYIOT, TMIO(U3 THUMOIUIACTHYEH, HUICHTU(UIUPYETCS 4YacTh CTBOJIA
Mo3ra. OTcyTcTByeT KOpa TOJOBHOTO MO3ra U, COOTBETCTBEHHO, IUPAMUIHBIE TPaKTHI.
JlomomHUTEIPHBIE AHOMAJIMH, B TOM YHCJI€ CKJIAT4aTOCTh yIIeH, paciiennHa HEOA («BOTUbS TIACThY)
1 BPOXJECHHbIE MOPOKH cepala, Betpeyatorcs B 10-20% ciydaes.

AHTeHaTanbHas/MHTpaHaTalbHas THOENb MJI0Aa oTMedaercs B 1/3 ciydaes, B 1/3 ciydaeB —
IpexIeBpeMeHHoe pokJaeHne. HeoHatanbHas cMEpTHOCTh JI€TeH B MEpBbIE CYTKH AocTHraetr 67%

HOBOPOX/ICHHBIX, OOJIBITMHCTBO JIeTel ¢ aHdHIeanueil yMUparoT B TeUeHHE HECKOJIbKUX JieT [42].

Apun3Huedaauss — peIKUil HECHHIPOMAJIBHBIA IMOPOK pa3BUTHUS LIEHTPAJIbHON HEPBHOM

CHUCTCMBI, XapaKTepI/I3y10H_II/II710H arcHe3uell 0OOHSTEIbHBIX JIYKOBHII, TPAKTOB, B pAAC CJIy4dacB C
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MOpPaXEHUEM  THUIIMOKaMIla W XapaKTepU3YIOIIUICS  MOJHOW  BPOXKACHHOH  aHOCMHUEH.
ComnpoBokaeTcs amia3zueil MpoAbIPSBICHHON TUIACTHHKY PEIIeTYaTol KOCTH, MEeTYIIHHOTO IPeOHs,
OTCYTCTBHEM WJIM THUIOIUIa3Med NpPSAMBIX W3BWIMH JIOOHBIX JOJIeH, areHe3meil kocTeil Hoca,
TUIMOTEIOPU3MOM IJ1a3 (MHOTA — UKJIONKEN) U IPYTUMHU [TOPOKaMHU Pa3BUTHS deperna.

W3onupoBanHas apuHiHLEe(Damuss — 3TO MMEHHO YTO HECHHIpOMAalbHAsg HEreHeThdeckas
uctopus. Ecnu paccmarpuBaeM B paMkax cuHapoma, To Ha Radiopaedia HammcaHO, YTO OHa MOXET
ObITh B paMKkax: cuHapoma Kambmana, rojomnpo3sHuedaliny, CENTOONTHYECKOW TUCIIIa3UuHH,
CHARGE cunagpoma[Cholfin JA, Rubenstein JL. Frontal cortex subdivision patterning is
coordinately regulated by Fgf8, Fgf17, and Emx2. J Comp Neurol. 2008 Jul 10;509(2):144-55. doi:
10.1002/cne.21709. PMID: 18459137; PMCID: PMC4399554].

Ledanouene/rnuedanonese — BpOKICHHbIC YEPEITHO-MO3TOBbIE TPHIKHU, (HOPMUPYIOLIUECST
K 26 1OHIO BHYTpUYTPOOHOTO pa3BUTHA B pe3ylbTaTe HapylleHus Hehpyasaiuu. KimHudecku
MPOSIBIISIIOTCS  Te(heKTOM KOCTeH ueperma W TBEpJAOH MO3roBoM oOoioukw. B 3aBuCHMOCTH OT
XapakTepa COAEpPKUMOIO TIPbDKEBOIO MEIIKA BBIJEIEHO TPU THUMA YEPENHO-MO3TOBBIX TI'PBIXK:
MEHUHTOIIENIE MOSBISETCS B PE3YJIbTaTe IPHIKEBOTO BBIMSTYMBAHUS TBEPIIOM MO3TOBOM 00OIOUKH U
CIIMHOMO3TOBOM KHMJIKOCTH; MEHHHI03HIIe(asolene — B pe3ysibTare BBIMSUYUBAHUS Yepe3 KOCTHBIM
nedexkT TBEpAOM MO3roBOM OO0OJOYKH, CIMHOMO3TOBOM JKUAKOCTM M MO3TOBOW  TKaHH;
SHIEPANTOUCTOLETIE — B Clydyae COJEp)KaHUs YacTU IKEIyJIO0YKOBOW CHCTEMBbl MO3ra B
MEHHUHTO3HIIe(aIo1ee.

Y OOnbUIMHCTBA TUIOAOB JIaHHBIM TOPOK pPa3BUTHS 3aTparvBaeT MapHEeTaIbHYI0 U
OKIIUNUTANBHYIO obOnactu remuchep. Ilpu »sHIEdanonene OKIUNUTAIBFHON TOMU  OOBIYHO
HaOmromaroTess  nu3padust MoO3KedKa W Me3dHIedanoH. OHiedarnolene COACPKUT TKaHU
CYNPaTeHTOPUATIbHBIX U CYOTEHTOPUANbHBIX CTPYKTYp. Y4YacTKu »SHUedanouene Moryr ObITh
MOKPBITHl N3MEHEHHBIMH KOXKHBIMU MOKPOBaMU. B ciiydasix BOBIE€UEHUS! BEHTPUKYISIPHON CHCTEMBI
B HHIedasouene pa3BuBaeTcs Trujaporedanus, a MpU MCTEYEHUH JMKBOpa dYepe3 OOOJIOUKH,
MOKpBIBAOIIME JHIedaionesne, BO3MOXKHO HWHQUIMPOBAHME TOJOBHOTO Mo3ra. Hapsny c
(dbopMupoBaHueM ruapoledanuu npyu ITOM HOPOKE TAKKE OTMEUAIOT MUKpOLIE(aHIO.

B HekoTOphIX cllydasx TpbDKEBOE BBHIMSYMBAHME MO3ra B 00JacTH 3aTHUIOYHON 10NN
JOCTHUraeT OOJBIINX Pa3MEPOB, COMBMEPUMBIX C pa3MepaMH BCeil TOJIOBBI TUIOJA.

®poHTaNBHOE " Ha30(POHTAIILHOE sHnedanornene (TpaHCOTUMOUJATBHBIC,
cheHodTUMONIaIbHbIE,  CEHOMAKCHIUISPHbIE,  CPEHOOpOUTAIbHbIE,  TpaHCCPEHOUTAIbHBIE)
poJIabHpyeT peleTyaTyro KOCTh M0 cpeaHel nuHuu auna. [Ipu takoii mokanu3anuu 3Hedanonesne
HeoO0xoauMo auddepeHnrpoBaTh OT Ha3aJIbHOTO Nojuna. HekoTopsie J0OHBIE MOPAXKEHUS CBA3AHBI

¢ pacuienuHoi ryOb1 u HeOa. [Ipeamonaraercs, 4To 3THONIOTHS 3a00JI€BaHUSI CXOHA C TAKOBOW MpH
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aHdHIIepaTuu 1 MHEIOMEHUHIOLIeNIe, TPUMEPhI KaXJI0r0 3a00JIeBaHUsI ONMHUCAaHbl B OJHOW U TOU XKe
ceMbe. Ilpu HaMuUMM CEMEHHOrO AaHaMHE3a BBISABIIETCS AyTOCOMHO-PELECCUBHBIA  THUII
HacJIeI0BaHUsI.

KpanuanbHoe sHIIedanonene yacto sBiseTcs 4acTbio cunapoma Mekkens-I'pyOepa - peakoe
ayTOCOMHO-pEIIECCUBHOE  3a00jeBaHHe, XapaKTepu3yrolleecs 3aThUIOYHBIM  3HIedaolerne,
pacmienHol ry0sl Wi HeOa, Mukpouedanueit, MUKpopTaTbMOM, aHOMAIUSIMH TIOJIOBBIX OPTaHOB,
MOJIMKKCTO30M TOYEK ¥ MOMUAAKTIIINEH. DHIledanomene Ha0Ir01aeTcsl TakKe Y JeTe ¢ aHOMauei
Hennu—Yoxkepa. be3 cBsizu ¢ nepeyrcieHHbIMUA CUHIPOMaMu SHIe(asolese COmyTCTBYIOT MHOTUM
MOPOKaM Pa3BUTHUSI BHYTPEHHUX OPTaHOB, JIMIIA, KOHEUHOCTEH (TIOTUAAKTHIINSA).

Ocnoxnenusimu ~ dHIedanonene MOryr ObITb  WHOGHUIMPOBAHWE TOJOBHOTO  MO3Ta,
MUKponedanus, pa3BUTHE SIWICICHH, JBUTAaTEIbHBIX HAPYIICHHWH, YMCTBEHHOW OTCTAaJIOCTH, B
cllydae JIOKalu3alluy MOPOKa B OKIIUIHUTAIBLHOM 001acTi reMucdep BO3MOKHA KOPKOBasi CJIENOTA.

JeTu ¢ KpaHUaIbHBIM MEHUHIOLIETIE, KAK IPAaBHUJIO, UMEIOT XOPOIIUM MPOTHO3, B TO BPEMS KaK
MpY HATUYMA MEHWHTORHIEaoNeie W CBA3aHHOH C HeW ruaponedanueii mporHo3 KpaiHe
HEeOJIaronpusTHBIN.

Cunapom ApHoabaa- Kuapum (Kuapu 2 TtMma) — mnpeacraBiseT co0OH KaymalibHOE

CMEUIEHUE CTPYKTYP MO3KEUKa, CTBOJIA TOJIOBHOTO Mo3ra U IV xenmynouka mpu CIMHHOMO3TOBOM
rpblke (MHUEJIOMEHUHTOIIEINE), YacTo coueTaercs ¢ ruapouedanueit (y 0,1% nereit ¢ runpounedanueii)
U MPEJICTaBIsIeT KOMIUIEKC IMOPOKOB Pa3BUTHUS yeperna, TBEpJOW MO3roBOW 000JI0YKH, KayAaJbHOTO
OTJIeJIa MO3Ta, I03BOHOYHUKA U YaCTO CONPOBOKAACTCS AHOMAIMSIMH CYIIPAaTEHTOPUANIBHBIX OTAEIIOB
Mosra. [Ipu 3ToM, Ba)kHOE 3HaYEHHE MMEET MEPBUYHASI JUCTEHE3Hs CTBOJA MO3Ta. IPU COYETAaHUU
BHYTpUYTPOOHOH MasibhopMaliy M0o3BOHOYHUKA C YMEHBIICHHON 3aJHEN YepernHON IMKH CO3/aeTcs
IPaJUeHT JaBJICHMS U YK€ BTOPUYHO BOBJIEKAIOTCS APYTUE CTPYKTYPHI.
OTOT MOPOK Pa3BUTHUS XapaKTEPU3YyeTCs HU3KUM pacloOKEHHEM HaMeTa Mo3Kedka, Aedopmarueit
U KOMIIPECCHUEN MarucTpajbHBIX BEHO3HBIX KOJJIEKTOPOB M CHHYCOB MO3ra, HCTOHYEHHEM U
YAJIMHEHUEM IMPOJ0JITOBaTOr0 MO3ra, a TakXe pacHIMpEeHUEM OOJBIIOTO 3aThIJIOYHOTO OTBEPCTHS,
nepopmaiueil 3aTbUIOYHOM KOCTHM, 4YacThIM HE3apalleHHEeM II03BOHKOB MIEHHOro oTAena
no3BoHouHuKa. B 80—90% ciy4aeB B mpoliecc BOBIEKAIOTCS APYTHE CTPYKTYPHI, B T.4. MO30JIUCTOE
TEJNO, 3TO B HEKOTOPBIX CIIy4asX MPUBOJIUT K €r0 TUCTEHE3NH.

Jns panneir knuHnueckod wmanudecraunn MK 11 nanbonee xapakrtepeH OynbOapHbIT
CUHJApPOM (HapylIeHUs JbIXaHUS U CEepIEeYHO-COCYAMCTON JEsTeNbHOCTH: CTPUIOp, AamHo?,
Opaaukapaus, HapylmieHUs TIoTaHus U GoHanum). JIokambHas KOMIIPECCHS CTBOJIA MOXKET MPUBECTH
TAaK)K€ K TJ1a30[BUTaTelIbHbIM HapylleHWsM. HapylieHus AbIxaHusi MOXET MpPOSIBIATHCA B BHJIE

THIMOBCHTUWJIALINA, HCHTPAJILHOTO HJIN 060prKTHBHOF0 aIlTtHO2. C‘-II/ITaCTCSI, 4YTO LCHTPAJIBHOC AITHOD
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CBSI3aHO C MPSAMOM KOMIIpECCHE MO3TOBOTO BELIECTBA, B TO BpeMs Kak OOCTPYKTHUBHBIN KOMIIOHEHT
CBSI3aH C HaApYIIEHUEM JBIKCHHS TOJIOCOBBIX CBS30K MJIHM CJIa0bIM TOHYCOM MBIIII] TJOTKH,
BTOPUYHBIM 10 OTHOUIEHUIO K MOPAXKEHUIO KayJaJlbHOM TPYIIIbI YEPETHBIX HEPBOB [75].

CocTosiHMEe HOBOPOXKICHHBIX ¢ ManbpopMmarueil Kuapu 2 MoxkeT ObICTPO yXYALIUTHCS U3-3a
nporpeccupyromeil AMcyHKIUU CTBOJA MO3ra, Pa3BUBAIOLICICS B TEUYEHHE HECKOIbKUX JHEH..
3aTpyHEHUsl TJIOTaHUS IPOSBISAETCS IMONEPXUBAHUEM, YAaCThIM CpPBITMBAHMEM, LIMAHO30M I10OCIIE
KOpPMJIEHUS1, Ha3aJIbHOM perypruranuen, cinoHoredueHneM. Cialplii KpUK UM OTCYTCTBHE €T0, apes3
JUIEBOM MYCKYJIATypbl XapakTepHbl aisi Takux nereil. CTpugop oObIUHO YCHIIMBAaeTCS Ha BJOXE,
HOCUT BPEMEHHBII XapaKTep, HO MOKET NIEPEHTH B OCTAHOBKY JIbIXaHUs. Y JAETel IpyIHOr0 BO3pacrta
npeodanaeT MpOH3UTENbHBIA KPUK (IPU3HAKK Tapalinda TOJOCOBBIX CBSI30K), YTHETEHHE PBOTHOTO
peduiexca, penuIMBUPYIOIIAS aCTUPALNOHHAS THEBMOHHMS, TUITOTOHHS.

B naneneiimem y nereit ¢ MKII MoxeT BBIABIATHCS MO3KEUKOBas CUMITOMATHKA (aTakcus,
HUCTarM), pa3BUTUE MPOBOJHUKOBBIX HapyIIEHUH (1yBCTBUTEIbHBIC U IBUTATEILHBIE PACCTPOICTBA,
CUMITOMBI MUPaMUIHONW HEAOCTATOYHOCTH) M HapylleHUs JbIXxaHUs (HO4HOe amHod). CnabocTb
BEPXHUX KOHEYHOCTEN MOXKET IIEPEUTH B TETpaAIapes, B TKENBIX CIIydasiX pa3BUBACTCS ONHUCTOTOHYC
Y HUCTarM, HamlpaBJICHHbIA BHU3.

Y 25-40% OonbHBIX ¢ aHOManue ApHonbaa—Kuapu 2 Tuna BCTpedaroTcsl aHOMAIUU KOPbI
TOJIOBHOTO MO3ra, IMPEkKIE BCEro IOJIMMUKPOTMPHUH, HEHWPOHAIBHAs TIeTEpPOTONHUs, KOTOpPHIE B
HEOHATAJbHOM [MEPHOJE MOTYT TPOSBIATHCS (AapMAKOPE3UCTEHTHBIMU T'€HEpATU30BaHHBIMU
SMUJIENTUYECKUMHU IPUCTYIIAMH. .

VYxynmenue cocrossHus npu MK I vame HaOromaeTcst B mepBble MeCALbI KU3HH, 3a4acTYIO
3a00JieBaHKE MTPOTPECCUPYET U HE MOAJIAETCS XUPYPruuecKOMY H/WIIM METMKAMEHTO3HOMY JICUEHHUIO
(13-3a IEPBUYHOTO MOBPEKICHUS CTBOJIA MO3Ta).

AreHe3usi/TUNIOIJIA3US MO30JIMCTOr0 Tesa. ATEHE3MH MO30JMCTOrO Tejla — 3TO KpaiiHe
reTeporeHHas rpynna HapylneHWH, KIMHUYECKHE IPOSBICHUS KOTOPBIX BapbUPYIOT OT TSKEINBIX
MHTEJJIEKTYaJIbHBIX W HEBPOJOTHYECKHX Ne(PUIUTOB 10 OECCUMITOMHBIX (OPM Yy MalUEHTOB C
HOPMAaJIbHBIM MHTEJUJIEKTOM.

Ha 15—17-it Henene BHYTpHYTPOOHOTO pa3BUTHUSI MOSBISIOTCS KOMHUCCYPAJIbHBIE BOJOKHA
MT, coenunstomne 60JbIINE MOTYIIapus Mo3ra, a k 20-it Hegene MT mpakTudecku cOpMUPOBAHO
[44,45,46]. Hapymienne (opMHUPOBaHUS MO30JUCTOTO Tejda MPOUCXomuT ¢ 9 mo 20 Hemenu
BHyTpHyTpoOHOTO pazutusi. [locine 18—20-if Hexpenw MPOMCXOTUT BTOpHYHOE TMoBpexaeHne MT,
SBJISIIOIIEECS] CIIEACTBUEM SHIEhaATOMASIMK Ha Oojiee MO3AHUX dTanax pa3BuTus mwioxa [47]. Ipu
BTOPUYHOM areneznu MT wyaie npoucxoauT Henopa3BuTue 3aaHei yactu (Banuk) MT, a nepeansis

i cpenusist yactu MT (KoseHo, KITFOB M 4acTh KOpITyca) OTCYTCTBYIOT [48]
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W3omupoBaHHBIN MOPOK pPa3BUTHS OTMEUYAeTCS TOJNBKO B 1/3 ciiydaeB, daiie BCTpedaeTCs
THIIOIUIA3MsI MO30JIMCTOrO Teja, MPEHMMYIIECTBCHHO 3aTparuBaromas 3agHue otaensl [49]. B
OOJIBIIMHCTBE CIy4aeB areHe3us MO30JHMCTOTO Tella SIBJISETCS COIYTCTBYIOIIEH MAaTOJIOTHUEH IpH
pPa3IMYHBIX AHOMAJIHUSAX PAa3BUTUS TOJIOBHOTO Mo3ra (HapylIeHHUs JelieHus mpo3dHiedanoHa,
(hopMHUpOBaHKS MO3)KEUKa, MMPAMUJTHOTO TpakTa, aHoMaauu ApHosbaa—Kwuapu 2 tuma, B 25—45%
clly4aeB HapylIeHUs KieTouHOH murpanuu) [50].

B OMIM onmcaHo MHOXECTBO CHHAPOMOB, MpPH KOTOPHIX HAONIIONACTCA arceHe3usl WM
TUIIOIUIAa3Usl MO30JIMCTOrO TENa.

Arene3uss MT MosxeT ObITh CBsI3aHa CO CIEUMPUUECKUMH XPOMOCOMHBIMU HapyIIEHUSMH, B
YaCTHOCTH TpUCOMUEN 8 U Tpucomueit 18.

Arene3uss u aucreresuss MT MoxkeT ObITh CBs3aHa CO CHELU(PUUYECKMMH XPOMOCOMHBIMU
HapyLIEHUSMH, B YaCTHOCTU TPUCOMHUEH 8 U Tpucomuen 18.

Hannsiit BIIP I'M Takxke BcTpedaeTcss y MAlMEHTOB C MOHOT€HHBIMHM CHHIpOMamH (B T.U.
cuanpom Kodduna-Cupuc, Opo-danno-qururansueiii cHHApOM, cuaapoM Cmurta-Jlemmn-OnuTna),
MHUKPOXPOMOCOMHBIMH TIEPECTPOMKAMU U PEIKUMH HACJIEICTBEHHBIMU 3a00JCBaHUSAMU OOMEHa
BelIeCTB (MUTOXOHAPUAIbHAS MATOJIOTHA, B T.4. HAPYIIEHUS OKUCIUTEIHHOrO (hochopuanpoBaHus,
NeUIUT MUPYBATAETUIPOTCHAZHOTO KOMILJIEKCA).

CungpoM AMKapau XapakTepus3yeTcsl TpUaJol CHMIITOMOB: areéHe3uel MO30JIMCTOro Tena,
MH(}aHTUIBHBIMU CIIa3MaMH M XOPUOPETUHAIBHBIMY JIAKyHaMU. Y fieTell ¢ cuHapoMoM Alikapan (X-
CLICTIJICHHbI JOMUHAHTHBIA THIl HAacleJOBaHMs) KIMHUYECKHE NPOSBIECHUS MaHU(ECTHPYIOT B
HEOHATaJIbHOM INepuojie B BHJEC (apMaKOpPE3UCTEHTHBIX SIWICNTHUYECKUX MPUCTYIOB IO THUITY
MH(}aHTUIBHBIX CIAa3MOB, Janee (popMHUpyeTcs IBUraTeNbHbIN AePUIUT U YMCTBEHHAasl OTCTalIOCTh.
OnexTposHiedanorpaMmMa pPEerucTpUpyeT HE3aBUCUMYIO AKTUBHOCTh OT OOOMX MONyIIapui B
pe3ysbTaTeé OTCYTCTBUS MO30JHMCTOrO Tejla, F€MHUTUIICAPUTMUI0. AHOMAIUU CETYAaTKH, BKIIIOYas
JaKyHbl ¥ KOJIOOOMY JMCKa 3pUTEIBHOIO HEpBa, SIBIIAIOTCS Haubosiee XapaKTEepHBIMU MPU3HAKaAMU
cuHapoMa Alikapaud. bojeroT mpemmyiiecTBeHHO EBOYKH, MOCKOJIBKY aHOMalus MOXET OBITh
HECOBMECTUMOM C JKHU3HBIO Yy MAIMEHTOB MYXKCKOTO IOJa M MPHUBOJIUT K BHYTPUYTPOOHON rubenu
I10/a..

B nepuos HOBOpPOX/IEHHOCTH M30JIMpOBaHHast areHe3uss MT KIIMHHUYECKH MOKET HUKaK ceOs
HE TPOSBISITE. T[sDKECTh TedeHHUs 3a00JieBaHUSI OOBIYHO OOJBINE 3aBUCHT OT COIYTCTBYIOIIETO
MOpaKeHHsI TOJIOBHOT'O MO3Ta.

VY OonbHbIX Oosee crapiiero Bo3pacta areHe3uss MT comnpoBokgaeTcss KOTHUTHBHBIMH

HapymieHusMu (B 85% cirydaeB), aBurarensHbIME HapymeHusMa (1o 90% ciaydaes).
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Tononpo3snuedanus — HapylmieHue (QOPMHUPOBAHUS TMEPEIHEr0 MO3ra, pasJeieHHs
MEPBUYHOTO MO3TOBOTO TY3bIps (Mpo33HIEe(aTona), MPOUCXOAUT MexaAy S5 u 6 HeaensIMu
BHYTPHYTPOOHOTO pa3BUTHUS. DTa aHOMAJIUS YaCTO COMPOBOXKIACTCA nu3paduet auna (UKIOnHs —
€IMHCTBEHHAs IJIa3HUIIA, OTCYTCTBHE HOCOBBIX KOCTEH, PAKOBHH, OTCYTCTBUE HOCOBOM MEPETOPOAKH,
paciuenarHa BepXHel ryObl), HapylIeHHeM pa3BUTHUsI TeHUTAJIHNM, KoHeuHocTel (Habmomaercs y 75%
II0J0B ¢ Tojomnpo3dHnedanueit). CreneHb BBIPAKCHHOCTH JIMIEBOTO Jaucpadu3Ma dYacTo
COOTBETCTBYET CTENCHH TSKECTH TOJIONPO33HIE(ATTHH.

Otuonorus GpopmupoBanus roaomnpozsHiedanuu B 60% ciydaeB cBsizaHa C XPOMOCOMHBIMU
HapyUICHUSMH, Y TIOJOBHHBI HOBOPOXAEHHBIX C TpucomMueil 13 XpoMOCOMBI TMAarHOCTHPYETCS
roJIonpo33HIedanus, KOTopas NPaKTUIECKU CIY)KUT XapaKTepPHBIM MTpU3HAKOM cuHApoma [laray.

Brienniena xpomMocoMHasi aHOMaiMs, TPH KOTOPbIX HaOmojaercs (opmupoBaHue
rojonpo3dHuedanuu. Takxe omnucaHbl MOHOTEHHBbIE (POPMBI TOJONPO3’HIeaIun: B 0a3e JTaHHBIX
OMIM yxe BbleneHo 13 MOHOTeHHBIM (GOpM, HMPEUMYIIECTBEHHO C ayTOCOMHO-TOMHHAHTHBIM
TUIIOM HACJIEI0BaHUS

B 3aBUCHMOCTH OT CTETIEHU TSHKECTH aHOMAIIMU (POPMHUPOBAHUS TIEPEITHETO MO3Ta BBIJICISIOT
TpH (POPMBI TOJONPO33HILIEPATUU: AT0O0APHYIO, CEMUTIO0APHYIO U T0OApHYIO.

AnoOapHas rojompo3sHIedanus — HauOonee Tspkenas GopmMa aHOMAaJIUHM, HE MOJJIEKHUT
XUPYPTUYECKON KOpPPEKIHH, HAOII0MaeTCsl BBICOKAs JICTATBHOCTh. XapaKTepU3YeTCs eAMHOM
chepuyHOil 1EepeOpaTbHON CTPYKTYpOHl € OOHIMM €IMHBIM JKEIYAOYKOM (BMECTO OOKOBBIX H
TPEThEro), CIusHUEeM Oa3albHbIX TaHIVIMEB M TajlaMyca, areHe3ue MO30JIUCTOro Tena M
OOOHATENBHBIX JIYKOBMI, TUIIOIJIA3UE€H 3pUTENBHBIX HEPBOB WM HAJIMYHUEM OJHOTO OOIIero
3pUTENBHOIO HEpBAa, HApPYLIIEHHWEM CTPOEHHUS KOpbl OOJBIIMX TMOJyIIapuil U Mo3Xkeuka. B
OOJIBIIMHCTBE CIIy4aeB OTMeYaeTcs Tuapouedanus.

Cemmniobapnass rosnonpo3sHuedanus — a8 3ToM  (GopMbBl XapakTepHbl HapylIeHHE
paszzaenenus remucep 00IbIIOro Mo3ra (MEXIONyIapHas 1mesb c¢(hOpMUPOBaHa TOJIBKO B EPEIHEM
U 3aJlHEM OTJeJaxX MO3ra), HaJuuue €IUHOW JKeTyJOYKOBOM MOJOCTH, areHe3Ms MepeIHero oTaesna
MO30JIUCTOTO TeJla, CIAUSHUE 3PUTENbHBIX OyrpoB, OTCYTCTBHE OOOHATEIBHBIX JYKOBHUI[ U TPAKTOB,
94acTO OTMEYAETCs] MUKpOIe(aust ¢ yMEHbIIEHUEM 3aTbUIOYHON JOJIH.

JloGapHast ronornpo3sHiedanus (Jerkas ¢popma aHOMaIUM) — reMucepbl OOJBIIOT0 MO3ra
MPaKTUYECKH pa3JieleHbl (HapylleHUe pa3/ieJeHUs] OTMEYAeTCs TOJIbKO B MEPEAHUX OTJENax), sjpa
TaHIJIMeB TakXKe pa3fiesieHbl, chOpMUPOBaHA 3aHAS YacTh MO30JIUCTOrO Tena. YacTo pa3BUBaeTCs
MUKpoledanus, OTCYTCTBYeT Ipo3payHast IeperopoKa.

Knuauyeckass kapThHa ToJONpO3dHIEPaTu B TEpUOJ HOBOPOXKIAEHHOCTH MpPEICTaBICHA

YaCTbIMU aITHO3, TAKTUJIBHO CIIPOBOLOMWPOBAHHBIMH TOHUYCCKUMHU CIIa3MaMH, THIIOTAJIaMHYCCKUMU
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HapyleHUs MU (uabeT HOBOPOXKIEHHBIX, M3MEHEHUE CEKpPELMH aHTUAMYPETHYECKOro TIOpPMOHA,
MaTOJIOTHYecKast TEPMOIA0MIILHOCTE), CYJIOPOKHBIMU NpUcTynamu. JletanbHblil Bcxoq HaOIroAaeTCs
B TEUEHHE MEPBOTO I'0JIa )KU3HU MPH THKENIBIX popmax anomanuu. [Ipu nanuuun 6omee nerkux popm
aHOMAJIMM y JIeTe! B MOCTHATAJIIbHOM IIEPHUOJE OTMEYAIOT MBILICUYHYIO JUCTOHUIO, TSXKEIYIO dIUJICTI-
CHI0, Ipy0o€ HapylleHHe ICUXOMOTOPHOI'O Pa3BUTHS, SHOKPUHONATHH.

AreHe3usi MPO3pPa4vHOli MePEeropoaKH, CENTOONTHYECKas auciuiasus/cunapom deMorsier -
ofHa u3 GopM rosionpo3dHLehanuu. XapakTepu3yeTcs TUIOMIIa3uel WM OTCYTCTBUEM MPO3pavyHON
[IEPEropoiKK, THIOIJIA3UeH 3pUTENIbHBIX HEPBOB M XHa3M TaKXkKe TIHIomiazueil runopusa u
TUIONUTYATAPU3MOM

®opmupoBanue mopoka npoucxomut ao 20-i Hemenw recranuu. B HEKOTOPBIX cirydasx
Pa3BUTH STOW aHOMAJIUHM TUarHoCTUPYIOT Mytanuu reHa HSEX1, npeapacnonararomum Gakropom
Pa3BUTHs CENTOONTUYECKON AMUCIUIA3UM CUMTACTCs caxapHbli auaber y marepu. CenToonTuyeckon
JMCIIIa3UM YacTO COIYTCTBYIOT areHe3Msi MO30JMCTOro Tela, IU33HIe(aus, FeTepoTONUH.

Kinunuueckue mnposiBICHUS 3TOM aHOMAJIMM B HEOHATAIbHOM Imiepuone: y 75% neteit
OTMEYAaeTCsl HEOHaTaJbHasl  THUIOIVIMKEMMs, MAaToJIOTMsl  3pUTENILHOTO  JUCKa  (BaXKHBIM
JMArHOCTUYECKUM KPUTEPHUEM 3TOH aHOMAaJMKM CUMTAETCS BOMHON KOHTYp 3pHTEIBHOIO AHcKa). B
[IOCTHATAJILHOM IEpUOJIe pa3BUBAIOTCS caxapHblii nuaber (y 60% nereii), HapylleHHE HOJIOBOTO
pazButua (y 80% pnerell BCleACTBUE TUIOTOHAIW3MA), 3PUTEIbHBIE HAPYLIEHUS, YMCTBEHHAas
OTCTaJIOCTh.

Bpoxaennas ruapouedanus. ['mapouedanus — MaToJOTMUECKOE YyBeIHUEHHE O0beMa
1epeOpOCIIMHAIIBHON JKUAKOCTH B JKEIYJOYKOBOM CHCTeME U CyOapaXHOMJAIbHBIX MPOCTPAHCTBAX.
I'unpouedanus He sBnsSeTcs cHenUpUUECKUM 3a00JeBaHUEM, a MPEJCTaBISIET Pa3HOOOpa3HYIo
IpyNIy COCTOSHUMN, BO3HUKAIOIIUX B pe3yJibTaTe HapyIIEHUs KPOBOOOpAIlleHUsI W/UIU BCACBIBAHMS
JIMKBOpPA WUJIU, B PEAKUX CIy4asiX, COCTOSIHUSA C IOBBIIIEHHOW NMPOIyKIUEHN JINKBOPA.

3aboneBaHus, CBSI3aHHBIE c IIPOrpeccupyrolen BEHTPUKYJIOIUIIATALIUEH,
JUarHOCTUPOBAaHHONW BHYTPUYTPOOHO WJIM B TEpPBblEe JHHU POXKJIEHUS HA3bIBACTCS BPOXKICHHOMN
ruapornedanueii. [larorenes BpoxkaeHHON ruaponedaninn CBsA3aH C HapyIIEHHEM Iacca)ka JTUKBOpa
yepe3 JIMKBOPHYIO CHUCTEMY MO3ra WM BcachlBaHMs JHMKBopa. Hapymenuwe naccaxka JIuMKBOpa
HaOmomaeTcss  OpU  pa3BUTUM  CTeHo3a  BojpompoBoga  (37%),  MHEIOMEHMHIOLENE,
rojonpo33Huedanuu (28%), anomamuu Jenau—VYokepa (7%), Ipyrux HapylIeHUH pa3BUTHUS
rojioBHOTO Mo3ra (32%).

Bpoxnennslii creHo3 CuiabBHeBa BOJAONPOBOAA IOAPA3JEIAOT HAa NEPBUYHBIM M BTO-

pPI‘IHLIfI. CTeHO3 MOXKET Pa3BUBATHCA B HpOKCHM&J’ILHOfI U JUCTAJIbHOM YacTu BOJOIIpOBOAA.
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CTeHO3 TPOKCUMaJIbHOM YacTH BOJOIPOBOJA OOBIYHO NPHBOAWT K PA3BUTHIO THKEIION
OKKITIO3MOHHOW — ruaponedanumu. K Tsokenol ruapounedanuu OPUBOAMT TOJHAS — aTPe3us
BOJIOIIPOBOJA.

[lepBUUHBII CTEHO3 BOJIOMPOBOJa OOBIYHO PAa3BUBAETCA MPU I'EHETHYECKHX, MOHOTCHHBIX U
XPOMOCOMHBIX 3a00JI€BaHMSX, TOTrJa KaK BTOPUYHBIA CTEHO3 (opMHpyeTcs KaK OCII0KHEHUS
CIIeAYIOMMX 3a00JI€BaHHI TOJIOBHOTO MO3Tra Y IJIOJIOB M HOBOPOXICHHBIX: BPOXKACHHBIC HH(EKIINN
(B mepByr ouepeb, TOKCOILUIa3MO3, IUTOMETAIOBUPYCHAs HWHQEKIHs), BHYTPUKEITYIO0YKOBBIC
KpOBOM3JIUAHUSA, MaibhopMaluu BeHbl [alieHa, ManuuIOMbl COCYJUCTBIX CIUICTEHUM, Jpyrue
BPO>KJICHHBIE OIYXOJIM FOJIOBHOT'O MO3ra, MeTabonnueckue HapylieHus (601e3Hb Ajekcaniepa).

X-cuemieHHas ruapouedanus co creHo3oM CuiabBueBa BOJONPOBOJA 00YCIIOBIEHA
myramueir reHa L1CAM, nokyc Xq28 wu sBusercs uacTtbio Ll-accommmpoBaHHOTO CIEKTDa,
MPOSIBIICHUSI KOTOPOTO BAapbUPYIOT OT TsDKEIOro A0 Jierkoro. CHeKTp BKIIOYAET 3 KIMHUYECKUX
dbenotumna: Haubomee TspKenast X-clueruieHHas rupouedanus co creno3oMm CuibBHEBa BOJOMPOBO/IA,
XapaKTepU3yIoIasi BHICOKOH JIETATbHOCThIO Ha | romy >kM3HH, mpoMexyrouHas (opma, MASA-
CHHJIPOM, TPOSIBISIFOIIMIACS HMHTEIJICKTYaIbHOW HEJIOCTaTOYHOCTBIO, adasweld M CracTHYeCKOu
naparierneid. Ha nérkom KoHIie cektpa X-CIerieHHas: areHe3usi MO30JIMCTOro Tena. ,

Bpoxxnennast runpouedanus AuarHoctupyercs npu tpucomusix 9, 13, 18 xpomocom, mnpu
KpanuocteHo3ax (cuHapomel Kpysona, Amepa), mpu cunapomax Yoikep— BapOypra, Mekkerns-
I'pyGepa.

Y4uTheIBass Te€TEPOreHHOCTh BPOXKACHHOW Truapouedanny, KpUTHYECKUH IepHoj Hauana
pa3BUTHS 3TOW MATONOrMM mpuxoauTcs Ha 6-30 Hemenu BHYTpUyTpoOHoro pasButus. Ha
SMOpPUOHAILHOM JTale pa3BUTHS TOJOBHOIO MO3ra BO3MOXKHBI HapyumieHUs (HOopMHpOBaHUS
JUKBOPHOM CHCTEMBI: J1e()eKT CEKPETOPHOrO HIUTENUS XOPHOUAAIBHBIX CIUIETEHUH, JedeKT
JUKBOPOBBIBOJAIMX  OTBEPCTUH B TIOJOCTH  YETBEPTOrO  HKEIYyHOYKa,  IOBPEKICHUS
cyOapaxHOMJIAIbHBIX MPOCTPAHCTB (aHOMauu JleHau—yY okepa, roJonpo3sHIedanim).

Hapymenus pa3BuTusi ro10BHOTO MO3Ta, IPUBOJALINE K CTEHO3Y BOAOIIPOBOA, OTMEYAIOTCs
Ha 15—17 Hemensx recTaluu IIOAa, B ATOT MEPHOJ MPOUCXOIUT (OPMUPOBAHHME BOIOMPOBOAA
(anomanuu ApHoapaa—Kuapy, MEHUHTOMUENIOLEIIE).

B caywasx BHyTpuyTpoOHBIX MH(EKIHH (TOKCOIUIa3MO3, IIUTOMETAIOBUPYCHAsT MHQEKIIHS)
CTEHO3 BOJOIPOBOa MIPOUCXOIUT B pe3yabTaTe pa3BUTHS apaxHOUIUTA, STICHANMATUTa Ha BTOPOM,
Hayajie TPEThEro TPUMECTpPa Pa3BUTHUS IUIOAA.

Knuauyeckas kapTuHa  BPOXKICHHON — ruaponedanuu  MpeacTaBleHa  CHUMITOMAaMHU
BHYTPUUYEPENTHOW THIEPTEH3UH, CHMIITOMAMH COINYTCTBYIOIIUX THApoledalud BpOXKIACHHBIX

aHOMaJINH MO3ra.
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Bpoxaennbie aHoMaJuM Mo3:kedka U GopMUPOBaHNS 3aIHEll YepenHoil AMKH
[IpencraBnena KiaacCHPUKAIUS BpPOXKICHHBIX aHOMAJIMWA 3aJHEH YepenmHOW  SIMKH,

npeiokeHHas Tortori-Donati (2005) B Tabnue 3.

Tabnuma 3. Knaccudukaius Bpo>KJICHHBIX aHOMAJIUH Pa3BUTHSI CTPYKTYP 3aHEH YepEITHOMN IMKH

Kucro3nble anomanuu 4 xenynodka Anomanuu Jlennu—Y okepa

VBenuuenue HUCTCPHBI OCHOBAHUA

ApaxHOUIATbHBIE KUCTHI

HekucTo3Huble aHOMaIUU MO3KEUKa ['unionnasust yepBa MO3xKEUKa

['umorutasus uepBs U reMucep Mo3KeuKa

KOpTI/IKaJIBHBIe aHOMAJIMHU MO3KCYKa

M3MeHeHus CTBOJIOBBIX CTPYKTYD I/ISOJ'II/IpOBaHHaH THIIOIIIa3us CTBOJIA

Kucroznple aHOManMu  3aJHE  4YEPENMHOM  SIMKM  XapaKTEpU3YIOTCS  CKOIUICHHEM
CIIMHOMO3TOBOM KUJKOCTU B PETPOLIEPEOEIUIIPHOM M UHTpaLepeOeUIIpHOM KoJuleKTopax. bospiias
OasunsipHas mucrepHa (mega cisterna Magna) nokanu3yercss MeXIy MO3KEYKOM M OCHOBaHHEM
MO3ra, COO0IAETCs CBEPXY C UETBEPTHIM XKETyJOUKOM ITOCPEICTBOM OTBepCTUs MajkaHaU, CHU3Yy—C
NepUMEYJUISIPHBIM CyOapaxHOUJAIbHBIM IPOCTPAHCTBOM.

OmnpeneneHsl HOpMalbHbIE pa3MeEpPbl ATOM LUCTEPHBI: JJIMHA HE MpeBbIIIaeT 15 MM, BrIcOTa
JOCTUTAeT 5 MM, IHprHa He Oonee 20 MM.

Tepmun mega cisterna Magna xapakTepu3yeTcsi HATHYHEM KHCThI B 33/IHEH YeperHOM sIMKe,
MHTaKTHBIM YEPBEM MO3K€UKa M OTCYTCTBUEM TUApOLehaTIH.

Knununueckoit manugecranuu mega cisterna Magna se uMmeer, AMarHo3 BO3MOXKEH TOJIBKO
IIPY HEWPOBU3YaIU3ULINH, YACTO BBIABIISIETCS KaK CIlydaliHas HaXOJKa.

ApaxHouJanbHble KHUCTBI 3a/lHEH YepernHoil SIMKM — KUCTBI, HE HMEIOIIUE COOOLIEHUS C
cybapaxHOMIaTbHBIM IPOCTPAHCTBOM U BEHTPUKYJISIPHOM CHCTEMOH, UX 00pa30BaHHE HE CBSA3AaHO C
HapylIEHUEM Pa3BUTHUS MO3ra.

OcHoBHbIE KIMHUYECKHE TposiBiIeHMs Npu BIIP Mo3keuka BKIIOYAOT 3a€pKKY MOTOPHOTO
U TICUXO-PEYEBOr0 PA3BUTHs, MBIIICYHYI0 TUIIOTOHUIO, MO3KEUYKOBYIO aTaKCHUIO, JIUJIECIICUIO,
HapylICHUs JBW)KCHUS IJIa3, HApYLIEHUs PUTMA JbIXaHWS, B PsAJE CIydaeB IPOrPECCHPYIOLIYIO
MUKpoI1iedalnio, rujipouedainio, MNOIMOPTaHHbIE IPOSBICHUS.

AHomasinsa JleHam—Yokepa — TIOPOK pa3BUTHUSA CTPYKTYp 3aJHEHl UYEpEeNnHON SMKH,
XapaKTepU3YIOIUICS 00s3aTeNbHbBIM HAJIMYUEM CIEeIYIOIUX HapyLIIeHWH: MOIHON/ YacTUYHOM

are’esuei YCPBA MO3KEUYKA, KHCTO3HBIM PACIHUPCHUECM YCTBCPTOTO KCITYyJO0YKA, BLICOKUM CTOSAHUCM
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HaMeTa MO3)Keuka W JaTepanbHoro cuuyca [Bdair M, Milhem F, Sawaftah Z, Hamshary H, Abdul-
Hafez HA, Hattab M, Nabresi N, Naseef O. Unraveling Dandy-Walker Malformation: A
Comprehensive Literature Review and Case Insight. Clin Case Rep. 2025 Mar 24;13(4):e70356. doi:
10.1002/ccr3.70356. PMID: 40134959; PMCID: PMC11932802].

['unpouedanuss pa3BuBaeTcs B IOCTHAaTalIbHBIA MEpPUOA B pe3yiabTaTe OKKIIO3UU
JTUKBOPOOTBOIAIINX MyTe (HapylieHue QGOPMUPOBAHUS OTBEpCTUS MaxaHaW, KHUCTO3HOE
pacuIMpeHre 4YeTBepTOro XKenya0uka), K 3 MecsiiaM BoisBisieTcst B 75% ciydaeB. Yacto y O0IBHBIX €
3TOW aHOMaJIMel BBISBISETCS areHe3usl MO30JUCTOrO Tejla, HapyIllleHUs HeMpoHalbHOM Murpanuu. B
OOJIBIIMHCTBE CiIy4aeB aHoMmanus (opmupyercs Ha 2—3 Mecdle recrauuud. Yacrora aHoManuu
Hennn—Yoxkepa coctasiser 1 Ha 25-30 000 )KUBOPOKIEHHBIX AETEH.

Jannas anomanus BeIsIBIsiETCS Y 46% MallMeHTOB C XpPOMOCOMHOM MaToJIOTUEH (Tpucomus 3,
9, 13 u 18), mpu MOHOTEHHBIX CHUHAPOMAX, MpU cuHIpoMax Mekkens-I'pybepa, PyOunmreiina-
Teitou, Kodpuna-Cupuc, Cmura-Jlemnu-Onuiia, 4To NOJUEPKUBAET €€ Tr€TEPOreHHOCTb.

KiuHuueckue TpOSIBICHUS B HEOHATAIBHOM MEPUOJAE 3aBUCAT OT BBIPAKEHHOCTH
ruporedarui ¥ COMyTCTBYIOMNX aHOMAINI pa3BUTHSA. Y MHOTHX OOJBHBIX ¢ aHOManuel Jlenan—
Yokepa AMArHOCTUPYIOT MOPOKU Pa3BUTHs cepiaua (IedeKThl Meperopoiok cepila, KIanaHoB H
MarvcTpalbHBIX COCYJIOB), BBISBISETCS MbIIIEYHAs] TUIIOTOHHUA, 3aJIepPKKa MOTOPHOTO Pa3BUTHSL.
CTOUT OTMETHUTH, UTO ATAKTUYECKUN CUHIPOM Pa3BUBAETCS HE BCET/IA.

Cunapom KybOep xapakTepuszyercs THIOIUIA3HMEH UYepBi MO3XKEYKA, pPa3BUTHEM
MO3KEUKOBOM aTaKCUW, KOTHUTHBHBIMU HapYUICHUSMH, MAaTOJIOTHYECKUM JBIMKEHHEM TJIa3HbBIX
070K, TaxXWMmHO?. AHATOMHYECKHE W3MEHEHHUs TMpeACTaBIEHbl THUIIOIUIA3Me dYepBs MO3KEUKa,
JUCIIIa3UeN s/iep CTBOJIA, U3MEHEHHWEM (DOpPMBI, TONIIMHBI W HAMpaBIEHUS HOXKEK MO3Keuka. . B
Hacrosiiee BpeMs omnucaHo Oosee 40 BapuantoB cuHapoMa JKyOepa, NpPEeUMYIIECTBEHHO C
ayTOCOMHO-pEIIeCCMBHBIM THIIOM HaciemoBanus [Gana S, Serpieri V, Valente EM. Genotype-
phenotype correlates in Joubert syndrome: A review. Am J Med Genet C Semin Med Genet. 2022
Mar;190(1):72-88. doi: 10.1002/ajmg.c.31963. Epub 2022 Mar 3. PMID: 35238134; PMCID:
PMC9314610.]. Ha ceromusiinuii aeHb W3BeCTHO O Oosiee 40 reHax, CBSI3aHHBIX C CHHAPOMOM
XKybep, THn HacienoBaHUS MPEUMYIECTBEHHO ayTOCOMHO-pellecCUBHBIN. Eie Oonbiie BBIIEICHO
TeHOB-KaHUJaTOB

[IposiBieHMsT B HEOHATATBLHOM TIEPUOJIC BKIIOYAIOT TaXHUITHOD, COIMPOBOXKIAIOIICECS
MPUCTYIIAMH  aITHO?, BBIPAKEHHYIO MBIIICUYHYI0 TUIOTOHUIO, HUCTAarM, B PEAKUX CIydasx
OTMEYAIOTCSl AUCMOPGUYHBIE YEepThl NUIA (BBICOKHN JI0O C BBICOKO TMOTHSATHIMH HaJAOPOBHBIMH

JYraMu, OTKPBITBIN POT, STIHUKAHT).
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Hapymienust kierounoil nponudepanuy, MUTpalui NPUBOASAT K HAPYIICHUIO OpraHU3alluu
Kopbl. [lponmudepanusi HEHpPOHANBHBIX KIETOK M KJIETOK TJIHM HAYMHAETCS C 2 MECSIeB
BHYTPHYTPOOHOTO pa3BUTHs, JocTHras nuka Kk 3—4 mecsuam. [Ipu moBpexneHHH HEHpOHaIbHO-
rIMaibHON mponudepanu Hab01aeTCcsl alonTo3, YTO MOXET BbI3BAaTh Pa3BUTHE MUKpoIedainy,
Meranonedanmuu (Makpouedanun).

Muxkpouedanuss XapakTepu3yeTcs YMEHBIIEHHEM pPa3MEPOB MO3TOBOTO uepena ¢
YMEHBIIEHHEM O0BbeMa TOJIOBHOTO MO3ra. BBIIENsAIOT JBa OCHOBHBIX THIAa MHUKpouedanuum —
MIepBUYHAsl U BTOPUYHASL.

[lepBuunas mukpouedanuss — yMeHbIIEHHE OObeMa MO3ra B pe3yJibTaTe HapyLICHUs
HelpoHaIbHON mponmdepannu, BTOpUYHAS MUKpouedanus — yMEHbIICHHE oO0beMa Mo3ra B
pe3yJsibTaTe 1eCTPYKTUBHBIX 3a00J1€BaHUM rOJJOBHOIO MO3ra.

[lepBuunble Mukpouedanuu — TreTeporeHHas rpynmna 3a0olieBaHUN, OHU Pa3BUBAIOTCS
BCJIC/ICTBHUE BO3JICUCTBUS TEPATOTEHHBIX (DAKTOPOB, MOTYT BCTPEYATHCA B paMKax CHHAPOMAIBLHOM
(cunapom Cekkena, cunapoM HeliMereH u ap.) ¥ M30JIMPOBAHHON HACIIEICTBEHHOM MMaTOJIOTHUU

[lepBuyHas ayTOCOMHO-peIieCCUBHAsT MUKpoledanus — Hanbojiee pacpoCTpaHEHHBIH THIT
HACJIEICTBEHHONW MepBUYHON MuKpouedannu (dactora Berpeuaemoctu: 2 ciydas Ha 10 000
KUBOPOXKJIECHHBIX, Ha CETOTHSIIHUNA JI€Hb M3BECTHO OK0JO 30 MOHOTEHHBIX (OpM), MPU KOTOPOH
HaOMIOZaeTcss yMEHBIIEHHE pa3Mepa Mo3ra ¢ YMEHBIICHHEM KOJWYeCTBa HEWPOHOB B
MOBEPXHOCTHBIX CIIOSIX KOpPHI B pe3yiabTaTe HapyIIEHHs KJIeTOYHOW mponmpepannn Ha 6—18
HeJeNsX BHYTpUyTpoOHOTO pa3Butusa. KimHuyeckoe mposiBieHHe MUKpoliedaaTun B HEOHATAILHOM
Mepuoie  OTCYTCTBYET, TPU  COYETAHHMM C  HAPYLIEHUSMHU  KJIETOYHOM  MUTIpaluu
(MuKpoaKccaHUedanus) MOTYT pa3BUThCS cyaopord. Yacto y OOJbHBIX CEMEHHOM ayTOCOMHO-

perieccuBHON MuKpoluedanueil HaOIrogar0TCs AucMopdUYecKrne N3MEHEHUS JINLIEBOTO Yeperna.

TepatorenHass mnepBUYHas MuKpouedanus HaOMoJaeTcs IMpH  TMOBPEXAECHUM IUIoza
panualoOHHBIM ~ HM3Iy4eHHEM, TPUMEHEHHEM MaTephi0 IPOTHUBOCYIOPOKHBIX  IPENaparos,
VIIOTpeOJIEHNEeM aJKOTOJIsl W KOKamHa. Takke TepaToreHHas IEepBUYHAS MHKpOIedans dYacTo
pa3BuBaeTcsd y Mmarepei, OoNbHBIX (DeHHIKEeTOHypuel (runepdeHwnanannHeMuent), A TaKou
MUKpoledallnid XapakTepHa rpy0asi 3a/ep’Kka YMCTBEHHOTO pa3BUTHs, HaOmonaemas y 75—90%
neTeil. 3HauuTeIbHO CHU3UTh PUCK Pa3BUTH YMCTBEHHBIX HapyueHul (10 8%) y nereil ot marepeit
¢ runepdeHWITaTaHMHEMUEeH YAaeTcss TpHU TPOBEACHWW IHETOTEpaNvu Tepel] TUIaHHUPYeMOH
0epeMEeHHOCTBIO M B TEUEHHUE NEPBOI0-BTOPOr0 TPUMECTPOB OEPEMEHHOCTH.

Maxkpouedanusa. Paznuyaior Makpouedanuio — yBEJIMYEHHE pa3MEpoB depena u

MCF&HSHLIC(I)&HI/IIO — YBCJIMUCHUC pa3MCPOB I'OJIOBHOT'O MO3ra.
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Makporedanus - KIMHUYECKHH CUMIITOM, OMPEIEISIEMBI KaK OKPY>KHOCTh TOJIOBBI O0see+2
CTaHJApPTHBIX OTKJIOHEHWI OT BO3PAaCTHOM HOPMBI. DTO HE JUArHo3, a U3MEPUTEIbHBIN KpUTEpUH,
KOTOPBIH MOXKET ObITh 00YCIOBIICH CAMBIMHU PAa3HBIMU TPUYHHAM.

Meramuuepanusa — crneuuduueckas Gopma makpouedaany, Mpyu KOTOPOH yBeIHMUEHUE
OKPYXHOCTH OOYCJIOBJICHO HCKIIOUMTEILHO H30BITOYHBIM OOBEMOM MO3TOBO# TKaHH (HEHPOHOB
u/unmn toum), npepbimanmmMb+3SD («3SD (aromum 3Haunmas Meramdunedanus ) [Accogli A,
Geraldo AF, Piccolo G, Riva A, Scala M, Balagura G, Salpietro V, Madia F, Maghnie M, Zara F,
Striano P, Tortora D, Severino M, Capra V. Diagnostic Approach to Macrocephaly in Children. Front
Pediatr. 2022 Jan 14;9:794069. doi: 10.3389/fped.2021.794069. PMID: 35096710; PMCID:
PMC8795981].

Ilepsuunas mezansnyeganus — TETEPOTeHHAs Tpymnmna 3a00JeBaHUM, I KOTOPBIX
XapaKTepHO yBEIMYECHHE Pa3MEPOB MO3ra B pe3ysibTaTe HApYIICHUS, a UMEHHO MPOJIOHTHPOBAHUS
KJIeTouHOM mponudepanuun Ha 4—5 Mecalax BHYTPUYTPOOHOTO pa3BuUTHA. ['pymmy BTOpUYHBIX
MeraymmHIedanmmii (0ojiee MPAaBIWILHO — MaKpoIedani) COCTABIISIOT aHOMAJIHMH, Pa3BUBIIHECS B
pesyibTaTe  HeWpoJereHepaTHBHBIX  3a0oneBanuii  (Oone3nbp  Anekcanaepa, KanaBana),
KpaHuolepedpanbHbIe JUCTIPOIIOPIIUH, npu KOTOPBIX Ha0monaTCs pacimupeHus
cybapaxHOUIATbHBIX IPOCTPAHCTB.

Makponedanusi BCTpedaeTcs NpU CIEAYIOMMX 3a0osieBaHUsAX: O0e3Hb AJeKkcaHzepa,
bonesnr KanaBana, Hetipopubpomaros, tutn 1, cunapom CoToca u ap.

W3onupoBaHHas  cemeifHas  Mmakpouedamuss ¢ ayTOCOMHO-JOMHUHAHTHBIM  THIIOM
HACJIEIOBaHUsI — 4YacTO BCTpPeuaeMblii BapuaHT Makporedanuu (pasMepbl OKPYKHOCTH TOJIOBBI
npeBbImaroT 90 TeHTue), mpu KOTOPOM OOBIYHO OTCYTCTBYIOT CHUMIITOMBI HEBPOJOTHUYECKHUX
HapyLIeHUH, 3a/iep>KKa YMCTBEHHOTO Pa3BUTHS ompeaenseTcs Toiabko y 10% aereid, mo OTHOBCKOM
WIM MaTepUHCKOW JIMHUU OTMeuaeTcs Makpouedanus. ITO H30JMpPOBaHHas T0OpOKaueCTBEHHAS
ceMeiiHas Makpouedanus Qopma 0e3 TreHa, MpeacTaBIseT COOOH KOHCTUTYLHOHAIbHYIO
oco0eHHOCTh JlnarHoctupoBanue Takoil (opmbel Makporedaauu BO3MOXKHO ¢ 34 Hemenu
OCpEeMEHHOCTH.

MeramHuedanus onucana npu cuaapome Cvut—Kunremop, MCAP-cunapome u nip.

Knuanyecku Oonee TsHKeNO MPOTEKAIOT CHHIpOMalbHbIE (POpMBI MeramdHuedanui, mnpu
KOTOPBIX  HaONOJAIOTCS  TsDKeNas — JIGKAPCTBEHHO-PE3WCTEHTHAs — SIWICHICHS,  HapylIeHHE
WHTEIUIEKTYaJIbHOTO Pa3BUTHS.

I'emumeramHuedaJnss — OJHOCTOPOHHEE YBEIMYEHHE DPa3MEpPOB MO3ra B pe3ylbTaTe
OJHOCTOPOHHETO  HapylIeHUS HE TOJBKO KJIETOYHOM mponudepanuu  (MaTOIOrMUECKOM

nponmbepauym HeﬁpOHaHBHBIX KIICTOK H aCTpOLII/ITOB), HO TaKX¢C HeﬁpOHaﬂbHOﬁ MUrpaniuu “u
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KOPKOBOW OpraHu3aiuy. XapakKTepHO YBEIWYEHUE OJHOW remMucdepsl, HapylieHne GopMUPOBAHUS
HU3BUJIMH, UICTOHYCHHUEC KOPBLI, CY6KOpTI/IKaJIBHa$I reTepoTonus, YBCINYCHUC KOJINYCCTBA U pasMCPOB
aCTPOLIUTOB.

B HeoHnaranpHOM nepuoae reMumerandHuedanus NposBiIsieTcs TSHKEIbIMU, C MOCIEAYOIINUM
HapylIEHUEM HEBPOJIOTHYECKOIO pa3BUTHS peOeHKa, OTMeyaeTcs TIeMunapes, B OOJBIIMHCTBE
cllyyaeB HaOII01aeTCs KOCTHAs aCHMMETPHS Yepera.

'emumMeradHIEhaNHsT XapaKTePU3YeTCsl SMUJICTICUEH, JABUTATEIbHBIMU W KOTHHUTHBHBIMU
HapymeHussMU.  OTMedaeTcst 3aJepkKKa MOTOPHOTO pPAa3BUTHSA, MbIIIEYHAs TUIOTOHUSA WM
CIIACTUYHOCTh Ha CTOPOHE, IPOTHUBOIIOJIOKHOI MOPaXXEHHUIO, KOHTpIIaTepalbHblil remunapes [Mirzaa
GM, Poduri A. Megalencephaly and hemimegalencephaly: breakthroughs in molecular etiology. Am
J Med Genet C Semin Med Genet. 2014 Jun;166C(2):156-72. doi: 10.1002/ajmg.c.31401. Epub 2014
May 28. PMID: 24888963.].

MeramsHiedanust 4yacto SBISETCS pe3yJbTaTOM COMAaTUYECKMX MO3aWYHbIX MYTalHi,
JIOKAJIM30BAHHBIX OrPaHUYCHHO B TKAHAX HOPAXKCHHOTO IMOJIyHIapusa Mo3ra. M3BecTHBI CUHAPOMBI,
accoruupoBaHHble ¢ remuMeranodHiedammeii: PIK3CA-acconmmpoBanubie 3a001eBaHUs

Maabspopmanuu kopkoBoro pasutuss (MKP) Kimawndeckas wmanudecranus MKP
BO3HUKACT NPEUMYIIECTBEHHO B JETCKOM BO3pacTe B BHJE OSMUJIENCUHU, 3aJCPKKH DPa3BUTHUA,
YMCTBEHHOU OTCTAJIOCTH MJIM KOMILJIEKCE BUTATEIBHBIX HAPYIICHUH KaK P IETKOM IiepeOpaibHOM
napanuue (JLIIT) [58, 59]. o 40-50% MennkaMEeHTO3HO-PE3UCTCHTHBIX SIUIICTICUI, KOTOPHIC
JevaTcs XUPypPruuecKuM myTeM y aereii, BeizBansl MKP [60].

JIncconnedanns, UMM reHepaju3oBaHHAsi ArMpHs — TETEPOTEHHBIM IIOPOK pa3BUTHSA
TOJIOBHOT'O MO3Ta, BblieJeHO Ooisiee 20 reHOB, KOAMPYIOIIUX HEHPOHAIbHYI0 MHUrpanuo. Myrauuu
renoB DCX, PAFAH1B1 (LIS1), TUBA1A, DYNC1H1 BeisiBiieHbl B 69% citydaeB uccoHIedaInm.

CriekTp CUMNITOMOB M MX TSDKECTh 3aBUCST OT KOHKPETHOH I'eHETH4eCKOH (opMbl, HO...BO
BCEX CIIydasX OTMEYaeTcs U3MEHEHHE MOBEPXHOCTH OOJBIIMX IMOJyLIapuil — HAOI0AaeTCsl arupusi-
maxurupusa, u B OONBIINHCTBE CJIY4acB COXPAHAIOTCA HECKOJIBKO NCPBUYHBIX U3BUJIMH, meneﬁ MO3ra
(maxurupusi). OtaenpHble (QOpMBI JHUCCOHLEDATUU coueTaloTcss ¢ rereporonueil. B HOpwme
¢dbopMHUpoBaHHE U3BWIMH NPOMCXOMUT B mepuoj 20—36 Hemenb BHYTPUYTPOOHOTO pa3BUTHS, B
HEOHATANbHBIA TEPHOA OTHOCHUTENBHO «riaakumu». [IpencraBneHHas Huke Mmoaupukauus MP
KJaccupuKaluuu JgucciHnedanuii, 00beAMHIET OCHOBHBIE TUIIBI JTUCCOHILIE()ATUU U COMYTCTBYIOIINE

TaKUM MOPOKaM CyOKOPTHKAJIBHYIO TeTepoTonuio (Tabnuia 4).

Tabmuma 4. Moaudukanus MP-knaccudukanuu nuccoHnedanuu mo crenenu Tsokectu (Lapo-

Cordova N.S., 2021)
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Crenenb Xapakrep U3MEHEHUI
TSOKECTH ™
1 Huddysnas arupus
2 Hudbdy3Has arupus ¢ HEOONBIIMM KOJUYECTBOM MEIKHX
60po31
3 CmMenianHas arupusi ¢ naxurupuen
4 Juddysnas/mapuuanbHas maxurapus
3) Coueranue NaxXurupuu U CyOKOPTUKAIBHON TeTepOTONNN
6 CyOKkopTHKaJIbHAS TETEPOTOMIUS
Ipumeuanus:*rpagamus TsDKeCTH:1 CTENeHb — MaKCHMAIbHO TSDKEIBIA ITOPOK, 6 CTEMEeHb — TIOPOK

MHUHHAMAIBHOU TSHKECTH

BolaensitoT HeCKOIbKO BapUaHTOB JIMCCOHIIEPaINK.

[TepBblif TUN JUccIHIEATUM, KIACCHYECKUH, MM TUN BHIIBIIOBCKOro, XapakTepu3yercs
MaJIbIMH pa3MepaMu MO3ra C COXpPAHEHHEM IEePBUYHBIX W3BMJIMH, MATOJIOIMYECKHM YTOJILEHUEM
Kopbl, nocturaromeii 10-20MM (B HOpMe TOJIIMHA KOPBI OONBIIUX MMONYIIAPUNA COCTABISIET 3-4 MM),
HUCTOHYEHHUEM CYOKOPTHUKAJIbHOTO O€JOro BEIIECTBA, PACHIMPEHHEM KEJyJI04YKOB  MO3Ta,
JUCTeHEe3Uel IepelHero OT/eNa MO30JIUCTOrO Teja, PACHIMPeHHEM IOJIOCTH MPO3pPavyHOil
neperopoaku. [lonkopkoBoe (6e10€) BElEeCTBO BU3YATIU3UPYETCs B BUJe TOHKOU JeHThl. HelipoHsl
KOpBbI OOJBIINX MOJYIIApU# HMMEIOT HENMPAaBUJIBHYIO OPHEHTAIMIO, AKTOMUPOBAHBI, YaCTO HUMEIOT
pacrnoJioKeHue, XapakTepHoe s mioaa ¢ 12 Hexens recranuu. Kimaccuueckuid TUI JIMCCOHIIE AU
¢dbopmupyeTcs IpH HapyIIEeHUU HeHpOHaIbHON MUrpauuu Ha 12—13 Henene recranuu.

[TpruynHO# pa3BuUTHs OOJBIIMHCTBA CIy4aeB JHCcCIHLIEdanuu | TUma CUMTAIOTCS TEHHbIE
mytauuu. Y 50% OonbHbIX nuccaHUedanueid 1 tuma BeiBistoTcs MmyTtanuu B rene PAFAH1B1
(LIS1) xpomocombr 17p13.3, y 20% —myranuu—reHa xpomocombl X(22.3 (X-CIHEMJICHHBIA THIT
HACJIeIOBaHMs), PEXe PErucTpUpyroTcs JUCCOHLEehaInss ¢ TOPOKaMHU Pa3BUTUS T'€HUTAIbHBIX
opraHoB — reH (X-CHeMJICHHbI THI HacleloBaHMUA) M JIMCCOHLeaus ¢ IepedeuIapHoil
runoriazueit b (myranus reaa RELN).

bmuzok k muccanuedanuu 1 tuma cuHapom Mwmmepa—/ukepa, mpu KOTOpPOM, Kpome
«TTIAJKOW» TMOBEPXHOCTH TOJIOBHOI'O MO3ra OTMEYaroT JHUIEBOM TUCMOP(H3M, MOPOKH Pa3BUTHUA
JMCTAbHBIX OTJEJIOB KOHEYHOCTEH, BHCLEpaIbHbIEe HApYIIeHUs (IOPOKH Pa3BUTHUS CepAla, MOYeK,
KPUINITOPXHU3M), MBIIIEUHYI0 THIOTOHUIO, CMEHSIOUIYIOCS CHACTHYHOCTBIO, AMMJIECNITHYECKHE
MIPUCTYIIBI, YMCTBEHHYIO oTcTanocTs. [Ipu cunapome Musnepa-/lukepa B obnacts aeneruit 17p13.3
pasmepom 6osee 1,3 M6, momumo rena PAFAH1B1 (LI1S1) monanaer takxe ren YWHAE..

Knuanueckue nposiBieHust JinccaHuedanuu 1 THa B HEOHATaJIbHOM MEPUO/IE MPeICTaBICHBI
CHUH/IPOMOM MBIIIEYHONH THUIOTOHHH, CYIOPOXHBIMU IMapOKCHU3MaMH, KOTOpble B IOCTHATaJIbHOM

nepuoac MnpoTEKarT KakK I/IHCbaHTI/IJ'II)HBIe CrmasMbl WJIM ATOHUYCCKHU-MUOKIOHHUYCCKUC CYyAOpPOru.
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HaGmtonaemass B HeoHaTalbHOM niepuoje Iuddy3Has MblIeyHas TMIIOTOHHUS K | rofy cMeHsieTcs
MBIILIEYHBIM TMIIEPTOHYCOM, pa3BHBaeTcs crnactuueckuil tertpamape3. K 1 roagy pasBuBaercs
Mukpouedanus. Y OoNbIIMHCTBA OOJBHBIX B HEOHATAIHHOM IEPHOAE OTMEYAIOT BBIPAKEHHBIC
M3MEHEHMsI OMO3JIEKTPUUECKOW aKTUBHOCTH T'OJIOBHOT'O MO3ra B BU/I€ OBICTPON BBICOKOAMILIUTYIHOM
aKTUBHOCTH.

Y HOBOPOXJIEHHBIX C JuccaHedanueil | Tuna ¢ myranueit rena ARX B miepBbie yachl KU3HU
Pa3BUBAIOTCS TSDKEIbIE, PE3UCTEHTHBIE K MPOTHUBOCYIOPOKHOM Tepanuu cynoporu (y 50% nereit),
Iauapesi, THUIOTEpMHs, XapakTepHbl T'€HUTAJbHbIE AHOMAIMU (MMKPOIEHHUC, KPUNTOPXU3M),
MUKpouedains, MHOKECTBEHHbIE COIYTCTBYIOLIME aHOMAJIMU MO3ra (MPEexIe BCEro areHesus
MO30JIUCTOTO Teja).

Breirensiror  gopmy nmcciHIedamu ¢ TUNOIUIa3Med MO3KEUKA, XapaKTePU3YIOIIYIOCS
COYEeTaHUEM IMOPOKOB PAa3BUTHUS T'OJOBHOTO MO3ra B BHJE HapylIeHHUs HEHPOHAIbHOW MHUIpAIUH,
MUKpouedalui, TUIOMIa3uu 4epBsi U reMuchep Mo3kedka, 0OyCIIOBIEHHbIE MyTallUsIMU B T€HE
RELN. Takue netu poxxaarorcs ¢ Mukpouedanmeil. Cyaoporu, HapyleHue MOBEACHUS, MOTOPHBIN
Ne(PUIUT pa3BUBAIOTCS C MEPBBIX JIET KU3HU.

Jlucconuedanuss 2 Tuma, uMeoomas Bui «OYyIbDKHOH MOCTOBOI», BBIABISETCS IPH
BPOXJIEHHBIX MBIIIEUHBIX aucTpoduax (BM/I) ¢ anomanusiMu Mo3ra M Iia3 — 3TO CaMbli TSDKEJbIH
KIIMHAYECKUI BapHaHT O-AUCTPOTIUKAHONATHI. B naHHyo rpymnmy oTHeceHbl 3 (EeHOTHIHYECKHE
(GOpMBI ¢ ayTOCOMHO-PELIECCUBHBIM THIIOM HaclIeZIOBaHUs: CUHApoM Yokepa—BapOypra (cunapom
Yoxkepa-Bapoypra(Walker—Warburg syndrome, WWS,), 6oje3ub ¢ TMOpa)kKEHHEM MBbIIII, a3 U
rosnoBHoro mo3ra (Muscle, Eyes, Brain, MEB) u BM/] ®ykysmsl (Fukuyama congenital muscular
dystrophy, FCMD), koTopble XapakTepU3yIOTCsS YMCTBEHHOW OTCTAIOCThIO, MBIIIIEUHON TUCTpodueit
ManbpopManusiMu Mo3ra U ria3. Onucano 14 reHoB, MyTallMM B KOTOPBIX MPHUBOJAT K Pa3BUTHIO
nanHoit rpynnsl BMJ[ (POMT1, POMT2, POMGNT1, FKTN, FKR, LARGEL, ISPD, POMGNT?2,
DAG1, RXYLT1/TMEMS, B3GLNT2, POMK, B4GAT1, GMPPB).

Ha MPT ronoBHOro mo3ra BBIBISIIOTCS aHOMAQJIWM Pa3BUTHS B BUJAEC HAPYIICHUS
¢bopMUpOBaHUS JAMHUHAPHOM TIJIACTHHBI KOPbI OONIBIIMX TMOJYIIApUil C Je30praHu3anued |
NI€30pUEHTAllEl HEMPOHOB, MX HEPETYJSAPHBIM CKOIJIEHUEM M MPOTPY3HEH, 3a CUET YEero
MOBEPXHOCTh KOPBI MOJTyIIApUil MO3Ta BBITJISIUT 3€pHUCTON (3 (eKT «OyIbDKHUKAY), B COUYETAHUU C
y4acTKaMH OTCYTCTBUSI HM3BWIMH - CHMITOMOKOMIUIEKC JHccoHUedanuu 2 Tuna (1Mo THUILY
«OYJIBDKHON MOCTOBOIY.

[Tpusnaku cunapoma Yokepa—BapOypra BbIBIAIOTCS YK€ B HEOHaTalbHOM nepuojie. K Hum
OTHOCAT TJIa3HbIE aHOMAJIMU (BPOXKAEHHAs KaTapakTa, MUKpO(TalbM, KOoJoOOMa H JIp.), TSDKENble

CTPYKTYPHBIC AHOMAJIMKU TOJIOBHOTO MO3ra (ampnﬁ, J'II/ICCBHI_IC(I)EU'II/I}I 2 TUIIA, BbIPAKCHHAA
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rujpouredanus, TSHKEIoe NOpaKeHHEe MO3XKeUKa, MOJHOE WM YaCTUYHOE OTCYTCTBHUE MO30JIHMCTOrO
Tela, JUIaTalus KeIyI04YKOoB, dHIe(hanonene), OTCyTCTBHE CIyXOBOIO KaHalla, pacleuHy I'yObl U
HEOA, TSHKENMYI0 TUNOTOHMIO, MBIIICYHYIO IUCTPO(UIO, TIIyOOKYIHO YMCTBEHHYIO OTCTaJlOCThb M
OTCYTCTBHE€ MOTOPHOT'O pPa3BUTHS. BOJNBIIMHCTBO ManmueHTOB ¢ 3ToM dopmoii BMJI morubaror Ha
IIEPBOM IOy KHU3HHU.

IIpu nposenenun Y3/ uiu MPT mnona nocne 26 Henenb BBIABISAETCS IJ1a/iKasi IOBEPXHOCTh KOPBI
OONBIINX TOJYIIAPHHA, OTCYTCTBHE IAPHETO-OKUMIUTAIBHON (HUCCYyphl, CHJIbBHEBA IIEJb

ManoauddepeHImpoBaHa.

ITaxurupusi — BapuaHT HapyleHUs: GOPMHUPOBAHUS OOPO3] C YMEHBIIEHUEM UX ITyOUHBI U
YBEJIMUEHUEM IIHUPHUHBI, U NATOJIOTMYECKOM LUTOAPXUTEKTOHUKON. [laxurupus wamie BcTpedaercs
IIPM MOHOT'€HHBIX CHUHJpoMax, a He npu HBO, onpenensercs npu HelpoBU3yanu3alunuy y NalueHTOB
¢ MeTaboJIMYEeCKHM MOpPaKEHUEM T'OJOBHOTO MO3Ta, MPOSIBIISIONIMXCS B HEOHATAIBHOM IEPHOJIEC
(cungpom  IlenbBerepa, HeoHaTalnbHas  aJpeHoOJeHKoIUCTpodUs, TIIIyTapoBas  aLUAypus).
Knunuueckast kKapTMHAa B HEOHATaJIbHOM IEPUOJE 3aBUCUT OT OCHOBHOI'O 3a00JI€BaHUs, KOTOPOMY
COIYTCTBYET Pa3BUTHE MMAXUTUPUH.

Knunuueckue mposiBiIeHUs OpU NAaXUTHPUM IPEICTaBiIeHbl TpyOoOil 3aaepiKKoil Icuxo-
pEYEBOro pas3BUTHS, CPEOHEH WM TSKEJIOM YMCTBEHHOM OTCTAJIOCTBIO, DMMWIEHCUEH € paHHUM
Ne0I0TOM, CIIACTHYECKUM TETparape3oM, MUKpolehanuei.

IHomMMHUKpPOrMpUs — IMOPOK PA3BUTHSI TOJIOBHOI'O MO3Ta C MAaTOJOTHMYECKUM YBEIMYEHHEM
KOJIMYECTBA M3BWJIMH M O0pO3J KOpbl remMuchep n yMeHbIIeHHEeM HX IyOouHsl. [Ipu 3TOM mopoke
pa3BUTHS HEHpPOHBI JOCTUTAIOT KOpbl OOJIBLIMX MOJNyIIApUi, HO MPOUCXOAUT HapylleHUe
(opMHpOBaHUS KOpBI C BOBJICUEHHEM OTAEIbHBIX YJYaCTKOB, HauOoJiee 4acTO pacrojararoIiuxcs
BOKpYr CuHibBHEBOM ILIeNu M B JIOOHBIX aoyisAX. [lomuMmukporupus Moxer ObITh 00yclOBIIEHA
TeHHBIMU MYTAllUsIMH, a TaK)K€ pPa3BUBAThCS B Pe3ysIbTaTe BHYTPUYTPOOHOM ILIMTOMETaJIOBUPYCHOMN
MH()EKINHU, BHYTPUYTPOOHOIO HHCYJIbTa, NMPU KOTOPBIX TOSBISAIOTCS 30HBI MOJIMMHKPOTHPUH,
OKPY’KarOIlMe UIIEMHU3UPOBAHHBIE YYACTKHU C MOCTHEKPOTUYECKUMH KHUCTaMU. [IpuunHON pa3BUTHS
MOJUMHUKPOTUPUM MOTYT OBITh TaKkKe MeTaboJIMyeckue HapylmeHus (MUTOXOHIpUANbHbIE
sHIIe(paTonaTum).

Beigeneno 2 Ttuna MOJNMMHUKPOTHPUU: KJIACCUYECKUU THI, IPU KOTOPOM OIpEAeseTcs
YeThIpeXCcIoiHast Kopa (M3MEHEHHUs MPOUCXOIAT 3a CYET MOCTMUIPAIMOHHBIX U JECTPYKTHUBHBIX
HapylIeHW) W HEKJIACCMYECKHH THI, MNpPHU KOTOPOM OTCYTCTBYET 4YeThIpeXcCJlOWHass Kopa,
OMPECISIFOTCS  yYaCTKU TeTepoTONuil (B pe3ysbTaTe HApYIICHUS HEHPOHAIBHON MHIpAIHN).
Knaccuueckuit Ttun mnonuMukporupun ¢opmupyercss Ha 13—24 Henensx BHYTPUYTPOOHOTO

pa3BUTHs, HEKIaccuueckuil Tun — Ha 10—18 Henensax BHYyTpHYTPOOHOTO pa3BUTHSL.
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Hapymienne kineToyHOW MUTpanuu B CYOKOPTHKAJIbHBIX CIOSIX O€Noro BellecTBa MO3ra
(HEeKJTaCCUYECKHI TUIT MMOJTUMHUKPOTUPHUN) OTMEYAETCS 4aCTO MPH META0OIMUECKUX SHIE(ATONaTHIX
HOBOPOXKJIEHHBIX: TrenarouepedpopeHansHoM cunapome (LlenbBerepa), opraHMYecKuX amuaypHusx H
aMUHOALUIOTIATUSX .

MPT-u3menenus: ¢opMupoBaHrue NOTUMUKPOTUPUU MOXKET ObITh AU(PPY3HBIM, JTOKATHUIOBAHHBIM,

OOHO- U IBYXCTOPOHHHUM. #t.

Knunuueckue  OposBICHUS — IMOJMMUKPOTHPUM  3aBHCAT  OT  JIOKAIM3alUM U
pacnpoCTpaHEHHOCTU HapyIIEHHUs KOPKOBOM OpraHM3alyi, 4acTo MPOSIBIISISCH TSHKEIION SIUIIETICHEH,
LEHTPAJIbHBIMA MOHO/T€MMIIape3aMd U KOTHUTHBHBIMM HapylleHUsMHU. B HeoHaTambHOM mepuoje
BO3MOYKHBI 3IIU30/1bl CYAOPOKHBIX NMapokcu3MoB. Hanbosnee BbIpakeHHYIO KIMHUYECKYIO KAPTHHY B
HEOHATAJILHOM NEPHOJIe MOKHO HAa0I01aTh Y OOJMBHBIX ¢ CHHApOMOM LlenpBerepa, HaciIeyeMbIM 110
ayTOCOMHO-PEIIECCHBHOMY THITy XapaKTepHbI TsDKelas MbIIedHas ciaabocte u  auddys3Has
MBILIEYHAasi TUIIOTOHUSI, CyIOpOTH, I'elaTOMEraitsl, MyJIbTKUCTO3HbIE U3MEHEHHUS [10YEK, HapylleHUe
3peHHs U cilyXa (OTCYTCTBUE BBI3BAHHOI'O MOTEHIMAJIA), BBICOKUN YPOBEHb IMUIIEKOJIMHOBOMN KUCIOTHI
U O4YEHb JUIMHHOLIETIOYEYHBIX JKUPHBIX KHUCJIOT B ChIBOpOTKEe KpoBH. HalOmromaemble n3MeHEHUS
SBJIAIOTCSL PE3YJIbTATOM HApYyLIEHUS IEPOKCUCOMANbHOIO OKuciaeHuss W HaOmonarorcs npu
cunpome LlenbBerepa.

Hu3sHuedgannss — TsOKEIbIH TOPOK pa3BUTHS TOJIOBHOIO MO3ra, MOSBISAIOMIMNCT B
pe3ysibTaTe HapylIeHUs] HEHPOHAIbHONW MUIpPALUU, XapakTepusyercs: (pOopMHUpOBAHUEM pacCILEIHHbI
TOJIOBHOT'O MO3ra ¢ COOOLIEHHMEM CIMHOMO3IOBOM JKUIKOCTH MEXJTY OOKOBBIMH KEIyJI04YKaMH U
cyOapaXHOMJIAIbHBIM  IPOCTPAHCTBOM, OOBIYHO pACIIEIMHBI MO3Ta pacloyiaralorcs BJOJIb
NEePBUYHBIX eI Mo3ra (JlaTepajbHON, IIEHTPAILHOM ).

[TaTorene3 mm3sHUEDAINN TETEPOr€HEH M BKIIOYAET KaK COCYAHUCTO-AECTPYKTHUBHBIN
MexaHu3M (MpeHarainbHbli HHpapkT B Oacceiine CMA, LIMB-undexnus), Tak u nepBUYHOE
reHEeTUYECKU 00YCIIOBIIEHHOE HapylIEHNEe HEWPOHATIBbHON MPOIU(Eepalii U MUTPALHH. .

Iu3sHuedanus — peakuil HOpoK pa3BUTHsL, YaCTOTa BCTpeyaeMocTH nopoka 1,5 va 100 000
KHUBOPOXKIEHHBIX JIETEH.

Beirensior ABa Tuna mu3sHIEQanuu: 3aKphITas paciienuHa (C 3aKpbhIThIMU KpasMu—aB 42%
CIIy4aeB) W OTKpHITas paciieluHa TOJIOBHOTO MO3Ta (C OTKPBITBIMH KpasMu — B 58% cmydaes).
Pacmienunbsl Mo3ra MoryT HaOmonatees yYHU- (63% OonpHBIX) U OunatepanbHO (Y 37% OONBHBIX).
PazButue runponedanun xapakTepHo Hpu mu3dHIedanuu oTkpbiToro tumna (y 50% O0JbHBIX C
OTKPBITBIM THIIOM TTIOPOKA).

Knunuueckne  mposiBIEeHUST [P OJHOCTOPOHHEN — mM3dHUEe(daduu  Ipe/CTaBICHbI

réMuIiape3oMm, cyagoporaMmu MU YMCPCHHLBIMU KOTHUTHBHBIMU HAPYHMICHUAMH WM COXPAHHBIM
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WHTEJUICKTOM. J[ByXCTOpOHHHE MOpaXKEHHUsSI XapaKTepU3YyIOTCS rpy0oil 3a7ep>KKOM MCUXO0-PEUueBOTro
pa3BUTHS, TSDKENBIM CIACTUYECKUM TeTepamape3oM, (apMaKOpEe3UCTEHTHOW OJMWIICTICHEH |
BBIp@KEHHOW yMCTBEeHHOM oTcTajocThio [Braga VL, da Costa MDS, Riera R, Dos Santos Rocha LP,
de Oliveira Santos BF, Matsumura Hondo TT, de Oliveira Chagas M, Cavalheiro S. Schizencephaly:
A Review of 734  Patients.  Pediatr  Neurol. 2018  Oct;87:23-29.  doi:
10.1016/j.pediatrneurol.2018.08.001. Epub 2018 Aug 8. PMID: 30501885.].

Knuanyeckue mposiBIeHHsI MKU33HIEPaTUN Pa3BUBAIOTCA IOCJIE HEOHATAIBHOTO TIEpHO/a, X
XapakTep 3aBUCUT OT IIyOMHBI paclleluHbl (IIPU HEMOJHBIX paclleIuHaxX oTMevaeTcs Oosee jJerkas
HEBPOJIOTHYECKasi CUMITOMATHKa), U Oosee rpyOble HEBPOJOTUYECKUE HAPYIICHUS HAOIIOAAIOTCS
npu OnnarepaiabHBIX mu3dHIE]amusx. HeBponornyeckre HapylmIeHUs BKIIOYAIOT SMIICHTHYECKUE
MIPUCTYIIBI, CIACTUYECKHE TeMuIapessl (B ciydasx yHUJIATepalbHBIX PACLICNIMH) U TeTpanapessl (B
cllydasx OmiarepalbHBIX pPAacCIIeNINH), TSKEIYI0 YMCTBEHHYIO HEIOCTaTOYHOCTH (Ooyiee rpydas
HaOmolaeTcsl MpH  OWIaTepaiabHBIX pacilelnHax), HapylIeHUs pedeBoro pas3BuTHsA. YacTo
JTUAarHOCTHPYIOT MUKPOIE(aTUIO Y TAUEHTOB ¢ OMiIaTepaibHBIMH pacuieTMHAMA MO3Ta.

HeiiponanbHas rereporonust — aHOMaJMsl pa3BUTHs KOPbI FOJOBHOI'O MO3ra, IIPU KOTOPOM
HEHPOHBI 33/IEP)KUBAIOTCS B aHOMAJIbHOM MeCTe (HE JOCTUras KOpbl) U O0pa3yloT SKTOMUYECKHE
CKOIUICHHUS CEpOro BellecTBa. Takue aHOMalluu MOSBIIAIOTCS B pe3ylbTaTe HApYUICHUs paauaibHOM
MUTpallii HEUPOHOB, BpeMs GopmupoBaHuss — 10 20-i Hepenu BHYTpUYTPOOHOro pasButus. le-
TEPOTONHS CEPOro BEUIECTBA YACTO COUYETAETCS C APYTUMHU CTPYKTYPHBIMH aHOMAJIUSMH T'OJIOBHOTO
Mo3ra. Pasznuuaror cyOameHnuManbHyro, (GokanbHyio (y310BYI0) U auddy3Hyr0 (JIEHTOBHAHYIO)
reTepOTOINNH.

JleHTOBHHAS TETEPOTONUS — TEHETUYECKU JIE€TEPMUHHUPOBAHHAS AHOMAJHUS pPa3BUTHS
(mytaruu rena DCX, 10KaauM30BaHHOTO B JIOKYCE XPOMOCOMBI X(22), XapaKTepU3yeTcsi TeM, UYTO
CIIOM TeTepOTONHMPOBAHHBIX HEMPOHOB pacHojararoTcsi B TIIyOOKMX M CYOKOPTMKAJIBHBIX OT/enax
TOJIOBHOTO MO3Ta, BCIIEACTBHUE YEro MpHU HEWPOBU3YyalU3alMHM MOSABISETCS KapTUHA AYOIUpOBaHUS
KOpBI, WIN <«IBOIHas Kopa». [Ipm 3TOM MOBpEeXJIEHHOE IMOJIyIIapue MEHBILIEro pasMepa, 4eMm
3J10pOBOE.

[lepuBeHTpUKyIsipHAs y3j70Bas TeTepoTONHUs — Hauboyiee YacTo BCTPEYaeMBbId THII
reTepOTONUH, ACCOLUMUPOBAHHBIM ¢ X-xpomocomoil (HapymeHue reHa ¢uamuna-A (FLNA), npu
KOTOPOM HapyIIAeTCsl MUTpalysl KIETOK OT MEPUBEHTPUKYISIPHBIX 30H K CYyOKOPTUKAJIIbHOMY OesioMy
BeuiecTBy). Pasnuuaror OM- W yHWIATepajbHble, JIOKaJW30BaHHble U auddy3HbIe
NEPUBEHTPUKYIISIPHbIE T€TEPOTOIHH.

KnuHnueckue nposiBIEHUs] T€TepOTONMH mpeacTasieHsl snunencued B 80-90% cmyuaes.

WHTennekr, Kak NpaBWIO, HOPMaJbHBIM MWJIM TNOrpaHUYHbId. [Ipu OOLIMPHBIX ABYXCTOPOHHHUX
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MOpaXEHUSIX BBISIBISETCS KOTHUTUBHBIN nedpurnur. I[lpu 3aboneBanHusix, 0O0OyCIOBIEHHBIMU
mytaiusiva B reHe FLNA, onucanbsl [IMK, smduzema, cocyauctsie aHOMaTUH, THUIIEPMOOUIBHBIHN
cunapom, maronorus JKKT [Yang L, Wu G, Yin H, Pan M, Zhu Y. Periventricular nodular
heterotopias is associated with mutation at the FLNA locus-a case history and a literature review.
BMC Pediatr. 2023 Jul 8;23(1):346. doi: 10.1186/512887-023-04161-4. PMID: 37422633; PMCID:
PMC10329368.] [Lu YT, Hsu CY, Liu YT, Chan CK, Chuang YC, Lin CH, Chang KP, Ho CJ, Ng
CC, Lim KS, Tsai MH. The clinical and imaging features of FLNA positive and negative
periventricular ~ nodular  heterotopia.  Biomed J. 2022  Jun;45(3):542-548.  doi:
10.1016/}.bj.2021.05.003. Epub 2021 May 20. PMID: 35660364; PMCID: PMC9421925.].

B HeonaraapHOM nepruoac KIMHHUYCCKUC IPOABICHUA MOIYT 6I>ITI) B BUAC CYAOPOXHBIX
IMapOKCU3MOB, PC3UCTCHTHBLIX K HpOBOI{HMOﬁ aHTHKOHBYHbcaHTHOﬁ TCparunu, B cirydac
MEPUBEHTPUKYIAPHOM  X-CBS3aHHOW  TIETEPOTONUH, BO3MOXKHBI  TMPOSIBICHHUS  HApYyIICHUN
CBEPTHIBAHUS B HEOHATAILHOM TMEPHUOJE, BPOXKICHHBIE MOPOKU CepAlla U TUIEPMOOHIBHBIM
CUHIPOM.

dokajbHAsI KOPKOBas JUCILIAZUA —

®oxkanbHas kopTuKanbHasa auciuiasus (OKJ]) — nokanpHas Manbpopmaius KOpbl TOJIOBHOTO
MO3ra, XapaKTepU3YIOIIasicsl HAPYIIEHUEM [UTOAPXUTEKTOHUKH (IMCIaMUHAIIMEN) U/UITH HATMIHeM
NaTOJOTMYECKH  W3MEHEHHBIX  HEHpOHOB.  SIBisercss ~ Hambosee  YacToil  NPUYMHOM
(hapMaKOpE3UCTEHTHOU SIUJICTICUU Y IeTeH, TTOIIAI0IIECHCS XUPYPTrHIECKOMY JICYCHHIO.

BeaymuM M 4acTo €IMHCTBEHHBIM KIMHHYeCKUM mposiBieHueM npu DPKJI sBasercs
(dapmakope3ucTeHTHas (QoKajdbHas SMHIENCcHUsA. XapakTep NPUCTYNOB 3aBUCUT OT JIOKAJIM3alUU
nopoka. KoruutusHeiil nepunut ormevaercs npu obmupHbeix @K, ocobeHHo ¢ paHHUM Je00ToM
smusenicuu [Macdonald-Laurs E, Leventer RJ; ILAE Genetics Commission* and the ILAE Genetics
Literacy Taskforce**. ILAE genetic literacy series: Focal cortical dysplasia. Epileptic Disord. 2025
Feb;27(1):1-8. doi: 10.1002/epd2.20308. Epub 2024 Dec 6. PMID: 39641771, PMCID:
PMC11829622.].

HapylieHne (GOPMUPOBAHMS H3BWIMH (MOMMMHUKPOTHPHUS, MaXWUTHpUs) B COYETAHUU C
HapylIEHHEM CTPOEHHUS! KOPTUKAJIBHOM IJIACTUHBI U T€TepOTONHEed HEHPOHOB B CYOKOPTHUKAJIBHBIX
cnosix. V3meHeHusi, HaOioaeMble IMPH KOPTUKAIbHOW IHCIIIa3UM, NPEACTABISIOT pe3yiabTar
HapylIeHUs] HeHPOHaJIbHONW MUTpAlly, Tposudepalny, OpraHu3alyi.

Kopkosast mucmnaszus Teitnopa (Taylor), xapakTepu3yromiascs: yToIIeHHeM KOPKOBOTO CII0s
U TeTepoTONUel Cceporo BEIeCTBa, YacTO JUArHOCTUPYETCS Yy JeTed ¢ pEe3UCTEeHTHOW K
MPOTUBOCYJOPOKHOW Tepamuu Hmhuiericuedl. Y OonbHBIX ¢ KOpkoBoW aucriaszueit Teiimopa

HEOHATaJbHBIE CyJOPOrU NOSBIAIOTCS B 35—60% citydaes.
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2. IluarnocTuka 3a00JieBaHUs WIN COCTOSTHUA (TPynnbl 3a00JieBAHUIT MM COCTOSIHHIA)
MEeTUIIUHCKHUE MOKA3AHUS U MPOTHUBONOKA3AHNS K MPUMEHEHHI0 METO0B THATHOCTHKH

Kpumepuu ycmanosnenus ouazno3a/cocmoanus Ha 0CHOBAHUU CJ1e0YIOUUX OAHHBIX:

®  JICanodbL: 3a40ePIAHCKA NCUXULECKO20 U MOMOPHO20 PA38UMUS, INUNENMUYecKUe NPUCHYnbl

* (usukanvHoe obcredosanue: cmueMvl OUIMOPUOEHe3A, UHMENNIEeKMYalbHble HAPYUIeHU,
oguzamesnbHble HAPYUleHUs.
J HeUposuU3yanu3ayus. Yavmpaseyxkosoe uccnedosamue 20108HO20
mozea/Hetipoconocpagus/ Hetipoconozpagpus nnooa [Maznummno-pezonancnas momoepaghust
2011081020 mo3sea | Komnviomepuas momozcpaghus 201061020 mo3zea

® anekmpoghusuoniocuyecKoe obcnedosanue: Onekmposnyeghanoepagus,
Dnexmposnyeghanoepagus ¢ 6U0eOMOHUMOPUHSOM

® yumozenemuueckue, MOJEKVIAPHO-2eHeMU4ecKue UCCIe008anus U MONEeKYIAPHO-

yumocenemudecKkue uccneoo8anus

2.1 Kano0b1 m aHaMHe3

Pekomenayercss BbIsiBIeHHE KaloO0 Ha U3MEHEHHWE KOH(QUTypaluH JHIa, TOJOBBI U
MMO3BOHOYHUKA (00J7aCTH CIIMHBI), KOCOTJIa3ue, OTrPAaHWYCHHE IIOJABMDKHOCTH TJIa3HBIX SOJIOK,
OTpaHUYEHUE TMOABMXKHOCTH HWXHMX KOHEYHOCTEH, HapylIeHHE MOYEHCIyCKaHHs, OTCTaBaHUE
peOeHKa B pa3BUTHH, TAPOKCU3MaJIbHbBIE COCTOSHUSL, TOJIOBHBIE 00N, OECITOKOWCTBO, KPUK U Jpyrue
Kaso0bl. 3a00JIeBaHUs BPOXKICHHbBIE, CAMIITOMBI MOT'YT Ha0JII0JaThCs yKe C IEPBOr0 MeCcsLa KU3HU.
o Pexomenayercsi ipueM (OCMOTp, KOHCYJIBTAIIMA) Bpadya — MeAnaTpa /Ui Bpada-HEeBpPOJIOra
MEPBUYHBII M TOBTOPHBIE M OLEHKH (DaKTOpPOB pHcka mpu cOope aHamMHe3a M Kalod y Bcex
MAIMEHTOB C MOPOKAMHU pa3BUTHS rojoBHOro Mo3ra (COOp aHamMHe3a W KajloO MpU MATOJIOTHH
[IEHTPaAIbHOW HEPBHOM CHCTEMBI U TOJIOBHOTO MO3ra) [52]
YpoBeHnb yoenuresbHocTH pekomMenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeNbCTB - 5).
KommenTapuu: ymounsemcs ceneanocudeckuii anamues, HAIUYUe IK302€HHbIX HeONa20NpUAMHbIX
gaxkmopos 6 nepuoo eHympuympoono2o pazeumus. OyeHugaromces pe3yibmamel panee NPo8eoeHHbIX
HeUpOBU3YATUAYUOHHBIX U Heupopusuorocuieckux oocredosanui [].
. Pexomenayercst moipoOHBIN cOOp aHAMHE3a U Kalo0 MpU MaTOJOTUH [IEHTPAIbHON HEPBHOMN
CUCTEMBl M TOJOBHOI'O MO3ra C OIKMCAaHUEM MPUCTYNOB MAllMEHTOM WM OYEeBUIIAMH, aHAJIN3
BUJICO3AMTUCH MTPUCTYIIOB (TIPH BO3MOXKHOCTH) JJISl ONIPEICIIEHUS] CEMUOJIOTHUH TMPUCTYIOB NallueHTaM
¢ aHOMaJIHsIMH (TIOPOKAMU Pa3BUTHS) TOJIOBHOTO MO3Ta MPH MOA03PEHUH Ha dIiencuro [52].

YpoBenb yoenuTeabHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 0KA3aTEJILCTB - 5).
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KOMMCHTapHﬁ: KIUHU4YecKas unmepnpemayusi napoKCusmailbHo2o cobvimust 6 noJjib3y
nuirenmu4eckoco npucmyna O0NIJHCHA OCHOBBIBAMbCS HA COBOKYNnHoOCmMu onucanus npucmynda,

CBAZAHHBIX C HUM CUMNIMOMO8 U OONOIHUMENbHOU uHpopmayuu [].

2.2 duzukajabHoe 00cIe10BaHue
J Pexomenayercs MIpOBEICHUE nprema (ocMmoTpa, KOHCYJIbTaIl1N) BpauoOM-
MeANaTpOM/BpadyoM-HEBPOJIOTOM TIEPBHYHTOT M TIOBTOPHBIX BCEM JIETSAM C aHOMAIUSMHU (TTOPOKAMU
Pa3BHUTHS) TOJOBHOTO MO3Ta IENBIO0 BBISBICHUS KIMHHYECKUX CHMITOMOB OCHOBHOTO 3a00JIeBaHUS
[52].
YpoBeHb yoenuressbHocTH pekoMenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeIbCTB — 5).
KommeHnTapuu: nanuuue muodcecmeenHvlx cmuem OuzdIMopuozene3a, npunyxiocmu 6 nosACHU4HO-
Kpecmyogol 001acmu U U3MEHEHUe KOJCHbIX MNOKPOBOS, 3A0EPHCKU pA36UMUs, KIUHUYECKUX
NPOsAGIEHUL INUIENCUU MOXHCEm NOmpedO8amsv HA3HAYEHUe OONOIHUMENbHO20 00C1e008aHUs OJisl
YmouHeHus: 2ene3a 3aboneeanus. O0A3amenvbHbIM A6IAEMCA UCCIe008aHUe (QYHKYUU YepenHulx
HEepB08 U UCKTIOUEHUE 0YaA208020 HEBPOI02UYeCK020 dehuyuma.

e PexoMeHnayercsi  MpOBEIEHHUE  HEBPOJOTHMYECKOrO  OOCIeNOBaHUS AN OLIGHKHU
HEBPOJIOTUYECKOTO CTaTyca IMAllMeHTaM C BIIEPBBIC PAa3BUBIIUMCS OSIUJICITHUYCCKAM
MIPUCTYIIOM, OTIPEACIICHUSI PUCKA PEIUANBA SMUJICIITHYSCKUX MPUCTYIIOB, PEIICHUS BOIPOCa
0 HEOOXOJAMMOCTH TIPOBEACHUS JIOMOJHUTENHLHOTO OOCIENOBaHHS W  Ha3HAYCHHUH
MPOTHUBOIHICTITHYECKON Tepanuu [53].

YpoBenb yoenuteabHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH A0KA3aTEJIbCTB — 5).

o Pexomenayercst mpoBeJeHIE €KEAHEBHOIO OCMOTPa BpadyOM-HEBPOJIOTOM BCEM MAIIMEHTaM C
QHOMAQJIMSIMU TOJIOBHOTO MO3Ta W DIHICTICUEH C TENbI0 OIEHKU TUHAMUKH HEBPOJOTHYECKOTO
cratyca, 3p(pEeKTUBHOCTH POTUBOIMHUIICTITHYCCKOI Teparnuu [53]

YposeHnb yoenuresbHocTH pekoMenaanuii C (ypoBeHb J10CTOBEPHOCTH 10KA3aTEIbCTB — 5).
KommenTapuu: gpau-nesponoe oyenusaem He8poIo2U4ecKUll CmMamyc, CmeneHb YMCMBEHHO20 U
NCUXUYECKO20 pa36umus pebeHKda, 8blcmasiisiem NOKA3aHus K NpoeedeHuio Hetpo@u3uoiocuieckux
uccneoosanul, Idnexkmposnyepanoepagus, Idnexkmposnyepanroepagus ¢ BUOCOMOHUMOPUHSOM,
OYEeHUBACMCA CeMUOMUKA, 4acmomd, OJUMENbHOCMb INULeNMUYecKUx NpPUcmynos, npo8ooUmcs
KOppeKyus npomueoINUIenmuyeckol mepanuu.

. Pexkomenayercst mpueM (OCMOTp, KOHCYIbTAIMS) Bpadya-oPTaaIbMOIIOTa JJIs BCEX MAIEHTOB
C aHOMAJMSIMH DPAa3BUTHUS TOJOBHOTO MO3Ta M 33JEPXKKOW MCHUXUYECKOTO/MOTOPHOTO Pa3BUTHUS C
EJTBIO OIICHKU OpraHa 3peHwus, T1a3Horo aus [52].

YpoBenb yoeauTeIbHOCTH peKoMeHIaluil A (YpoBeHb 10CTOBEPHOCTH JI0Ka3aTeibcTBa — 1).
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KommenTapuii: ocmomp enazno2o ona sA61s1emcs HeuH8a3usHvIM CHOCOO0M, NO3BONAIOUUM BbLABUND
NPU3HAKU BHYMPUYEPENnHOU 2unepmeH3uu. Bpau-opmanvmonoe eviasisiem npusHaku ampoghuu
3PUMENbHOCO HEPBA U OMeKA OUCKA 3pUMeNbHO20 Hepad, 3pumenvhvle HapyuteHus. [51].

J Pexomenayercsi mnpuem (OCMOTp, KOHCYJIbTAllMsl) Bpada-TeHETUKA [UJIi MAlMEHTOB
npuszHakaMd BIII'M B IuarHoCTHYECKH CIIOXKHBIX CIIy4asX, a TaKKe C LEeJIbl0 BBISIBICHUS
TFeHETUYECKOM MaTOJOTUU KaK 3THOJIOTMYECKOM MPUYMHBI, IUIAHUPOBAHUS OyAylIIMX 6epeMeHHOoCTel
[52].

YpoBeHnb yoenurenbHocTH pekomenanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTeNbCTB - 5)

2.3 JlabopaTopHble JUATHOCTUYECKHUE U CCIETOBAHUS

B komnnexc nabopamopmoii ouacHocmuKku 6x005m UCCAe008aHUsl, HASHAYEHHble 6PaAYOM-
2EHEeMUKOM, a4 MAaK JHce KOMNIEKC UCCIe008aHUll NPeoonepayuorHHblil Ol Npo8eoeHUs NiaH08020
onepamugno2o emeulamenvcmea. HMuoii  cneyuguueckou  1a60pamopHol  OUACHOCMUKU — He
npeoycmMompeHo.

o Pexomenayercst uccienoBaHue  oOmiero  (KJIMHMYECKOTO) — aHalu3a  KpOBU
pasBepHyTOro BceM manuentam c¢ [1I'M u snunencueii nepen Ha3HaYSeHUEM TPOTUBOAIHIICITHIECKON
tepanuu [53].

YpoBeHnb yoenuresnbHocTH pekomenaanuii C (ypoBeHb J10CTOBEPHOCTH 0KA3aTEIbCTB - 5).
KommenTapuu: oyenusaromes nokasamenu KpacHotl Kpogu, JetikoyumapHas gopmya.

J Pexomenayercst MOJIEKYJISIpHO-OMOJIOTUYECKOE MCCIIEIOBAaHNE KPOBU Ha LIUTOMETATIOBUPYC,
onpenenenue JIHK nuromeranosupyca (Cytomegalovirus) meromom IIIP B mepudepuyeckoit u
IIyIIOBUHHOM KpOBHU, KadyeCTBEHHOE MuccienaoBanue u omnpeaenenue JIHK numromeranosupyca
(Cytomegalovirus) meromom IIIIP B mepudepudeckoil u MyMOBUHHONH KPOBH, KOJIHMYECTBEHHOE
UCCIIEIOBaHUE JETSIM IEepBOr0 Troja KH3HU C aHOMAJIWSMU DPA3BUTUS TOJOBHOTO MO3ra s
BBISIBJICHHSI MTH(EKIITMOHHOTO 3THOJIOTHYECKOT0 (akTopa [54, 69].

YpoBeHb yOeIUTEILHOCTH peKoMeH1aluii B (ypoBeHb 10CTOBEPHOCTH I0KA3aTEIbCTBA — 3).
KommenTapmii: [Jumomezanosupyc (LIMB) signsiemcs 00HoU u3 Haubosee yacmvix HeceHemuuecKux
npuyun MKP u accoyuuposan ¢ noaumMuxpozupuei, 6HympuyepenHviMu Kaibyugukamamu,
anomanuamu 0Oenoco eewecmea u mukpoyeghanueu. Bupyc kpachyxu, eempsamou ocnel u 8upyc

npoCmoco 2epneca makaice Mo2ym evizvleams Mukpoyegpanuro[54,56].

2.4 UncTpyMeHTAJIbHbIE JUATHOCTHYECKHE UCCIIe0OBAHMS
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o Pexomennyertcst MIPOBEICHHE YIBTPa3ByKOBOTO UCCIIeIOBaHUS TOJIOBHOTO
Mo3ra/HeiipocoHorpadguu aersM 10 1 roga ¢ Uenblo OLIEHKH JTUKBOPOJUHAMHUYECKUX, CTPYKTYPHBIX
HapYIICHUH U POTHO3MPOBAHUS Kcxo/a 3aboneBanus [58].

YpoBeHb yoenuTeIbHOCTH pekoMenaanuii B (YpoBeHb 10CTOBEPHOCTH 10KA3aTENLCTB — 4).
KommenTapmii: cunopom Apronvoa-Kuapu 6 pside cinyuaes modicem Obimb OUACHOCMUPOBAH
npenamanvro. Y3U npusnaku, exmouarowue ymeHvuenue pazmepa 344 emecme ¢ oorumepayuetl
00U YUCMEPHBL U XAPAKMEPHLIM BUOOM MO3IHCEUKA C AHOMAILHOU NepeoHell KPUBU3HOLU,
ABNAIOMCS PAHHUM NAMOSHOMOHUYHBIM NPUSHAKOM («cumnmom bananay) c.Aprnonvoa-Kuapu [76].
XapaxmepHas Oeopmayus uepena («CuMnmom IUMOHA») nOOmeepicoaem noOO3pPeHUs. Haaudus
nopoka pazeumus Mo3ed. B omauuue om eenmpuxyniomezanuu, KOmopas mModicem omcymcmeosams
(6 50% cnyuaes), unu nosaeumbCcs Ha NO30OHUX CPOKAX bepemennocmu (00viuno k 22—24 nedensm),
canasicusanue DONbULOU YUCTNEPHBL U «CUMNIMOM OAHAHA» ABTIAIOMC NOCMOAHHBIMU U HAOEHCHLIMU
Kpumepusamu OUa2HOCMuKY, Komopuvle MONICHO OYeHUums K 16 nedensim bepemeHHoCmu Ui pansuie.
bnazooaps smomy 6 90% cnyuaes (6orvuuncmeo uz Hux 0o 24-u Hedenu cecmayuu) 603MONCHA
pannsas ouacHocmuxka MMIL] niooa. B nocmhamanvHom nepuooe yibmpasz8yKogoe UCCIe008aHUe
ucnonv3yemcs Ojisl blAGIeHUS KATbYUDUKAMOS, HAPYUWEHUL apXUMeKmypbl U3GUTUH, VEeludeHus
HCENYOOUK08 U OeeKmos cpedHell JIUHUU, KOMopble MO2Ym Obimb NPAMbIMU UL KOCEEHHBIMU
NPUSHAKAMU NOPOKO8 PA3sUumusi 20106H020 Mmo32a. [lopoku pazsumus 3a0Hell uepenHou AMKU
0OHapysicums mpyownee, U ux ciedyem 6u3yaiusuUpo8ams He MmoabKo uepe3 nepeoHull poOHUYoK, HO
U uepez COCYeBUOHbIL POOHUYOK. J[Isl ONMUMANbHOU 6U3YATU3AYUU Cledyem UCHOIb308aMb
cneyuanbHvle HeOHAMAlbhble KOH8EKCHbIE U 8bICOKOYACMOMHbLE NUuHelinble oamyuku [58].

o Pexomenayercss Ha3HaueHWe MarHUTHO-pE30HAHCHAs ToMOTpadus TOJOBHOTO MO3ra

MaIlMeHTaM C BIEPBHIE PAa3BUBLIMMCS MHUICNTHUYECKUM MPUCTYIIOM C UCIOJIB30BaHUEM CKaHEPOB 3

Tnu 1,5 Ta ¢ uenpio BU3yalu3aluu CTPYKTYp TOJIOBHOTO MO3Ta, OMpeIeeHHs CIIEKTpa MOPaKeHHS

TOJIOBHOTO MO3ra TpHU MOPAKEHWU HA HAIMYUE AaHOMAaJMil pa3BUTHS TOJIOBHOTO MoO3ra C

JTUArHOCTHYECKON IEeNbI0 W IS TUIAHUPOBAHUS OIEPATHBHOTO BMEIMIATENIbCTBA. J[pyrue MeTois

HEHPOBHU3yaIH3alMN PACCMATPUBAIOTCS TOJIBKO MPH HEBO3MOXKHOCTH BhIMOHUTE MPT [61].

YpoBensb yoenuteabHocTH pekoMeHaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB - 4)

Kommenrapuu: MPT sensemcs naubonee 8axdCHbIM Memood eusyanuzayuu 01s eviasieHus BIIP,

ocobenno MKP 6nazo0aps onmumanbHOMy pasepanuyeHuro Cmpykmyp cepo2o u 0eno2o eeujecmed

npu OMCymcmeuu UOHU3Upyowe20 usiyyeHus. Jlevawuii 8pay 00dceH npedocmasums paouoniocam
noOpobHYI0  uHopmMayulo o0 pasmepe 20108bl, GO3MONCHHIX CUHOPOMANbHLIX — KIUHUYECKUX
ocobenHocmsx, cemuono2uu snurencuu u pesyromamax I3[ Ilposedenue MPT ninooa mocem

ObIMb NONE3HO 68 COMHUMENbHLIX UMU CHOJNCHBIX CAYYasX, a makxce O Oupgepenyuanbrot
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ouaznocmuxu BIIP I[HC. MPT makoice noseonsem 6vl16ums OONOIHUMENbHbIE AHOMALUU MO32d
(nOOKOpKOBaAsL 2emepomonusi, OUC2eHe3Ust MO30JUCHO020 Mmeld, CMEeHO3 8000NP0800a Mo32d U Op.),
ymo oaem 60.1ee NOOPOOHYI0 UHGOPMAYUIO OISl NPUHAMUSL PeUleHUsl O NPePblBaHUL OepeMEeHHOCU.

o Pexomenayercs nposenenrne KommproTepHas Tomorpadusi TOJTOBHOTO MO3Ta JETSIM C LEIbI0
OLICHKH JIMKBOPOAMHAMUYECKUX, CTPYKTYpHBIX HapylIEHUH U TMPOTHO3UPOBAHUA HUCXO0]a
3aboseBanus [58].

YpoBeHb yoenuTeIbHOCTH pekoMeHaanuil B (YpoBeHb 10CTOBEPHOCTH 0KA3aTeIbCTB — 4).
Kommenrapuu: KT conosnoco moszea (I'M) nozeonsiem c evicokou Oemanusayuei omoopasums
OONBUUHCINGO OMKIOHEHUl, OOHAKO ee pPYMUHHOEe UCNOIb308aHUe 8 OemCKOU NpaKkmuke He
pekomeHnoyemcs u3 coobpasicenutl paouayuonrou 3awumol. KT I'M 6 ocnosHom pexomendyemcs 8
Kayecmee mMemooa U3yaiu3ayuu 6Mopoul TUHUU 05 GbIAGIEHUS KATbYUDUKAMO8, KOMOpble UH020d
CONpOBOIHCOAIOM — NOPOKU  pA3BUMUS  20JI08HO20  MO032a  (Hanpumep, Npu  8POHCOEHHOU
YUMOMe2an08UPYCHOU UHeKYUU, XOMsA UX YACmo MOICHO obOHapyxcumsb ¢ nomowwro MPT c
ucnonvzosanuem (SWI) - usobpadcxcenuil, 636eUleHHbIX NO MACHUMHOU BOCHPUUMYUBOCMU) U NPU
omcymcmesuu 803modcHocmu npogeoenus MPT 2onosnozo mo3zea nayuenmam ¢ euopoyeghanuetl npu
Nno003peHuU Ha npozpeccuposanue npoyecca [58].

. Pexomenayercss mpoBeneHue pyrtuHHOM O3l ¢ (GyHKIMOHANBHBIMH  [poOaMHU
(OnekTposrnedamorpaguss ¢ Harpy30YHbBIMH TPOOAMH)IAIMEHTAM aHOMATUSAMHU  (TIOPOKaAMHU
pa3BUTHSA) TOJIOBHOTO MO3ra, BIEPBBIE B JKU3HU TEPEHECHIMM  HECHPOBOIMPOBAHHBIN
AMUICTITHYSCKHUN TIPUCTYII IS TPOTHO3UPOBAHMUS pa3BUTHs sruierncuu [67,68].

YpoBenb yoenuteabHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH A0KA3aTEJIbCTB — 5).
Kommenrtapuu: swvisgnenue snunenmugopmuoi akmusnocmu na 91" nocie enepevie 803HUKULE20
INUNENMUYECKO20 NPUCMYNA C8UOEemeNbCmEyem O 6blCOKOM PUCKE B03HUKHOBEHUS NOBMOPHO20
npucmyna. YyscmeumenbHOCmb eOUHUYHO20 UCCIe008anus Konebnemcsa 6 ouanasone 20 - 55% u
no8bIUACMCA NO Mepe Yeeaudenus Koauvecmea ucciedosanuil 00 90%.

o Pexomenayercst  TpOBEJCHHE  MOJIEKYISPHO-TEHETUYECKHUX  HCCIENOBAaHUN  MyTeM
BBICOKOITPOHU3BOJIUTEIBHOTO  cekBeHMpoBaHus (NGS): maHenmn TreHOB, TOJTHOIK30MHOTO — HJTH
MOJTHOT€HOMHOI'O CEKBEHUpOBaHMs, mamueHtam ¢ [II'H w snunencueid ¢ 1enbl0 JTHArHOCTHKH
CHHJIPOMAJIbHOW TeHEeTHUEeCKOW narosioruu [53].

YpoBeHb yoenuTeIbHOCTH peKoMeH1aluii B (YpoBeHb 10CTOBEPHOCTH 10KA3ATEJILCTB — 2).

J Pexomenayercsi IMTOTeHETUYECKOE WucclenoBanue (kapuortun) mnanueHtam ¢ [II'H u
SMUIIETICUEH MPU MOAO3PEHUN Ha XPOMOCOMHYIO MPUPOAY aHOMANUH (ITOPOKa Pa3BUTHSI) TOJIOBHOTO
MO3Ta C ETbI0 YTOUHEHUS 3THoI0THH [53].

Yposenb yoenuteabHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH A0KA3aTEJIbCTB — 3).
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. PexoMenayercsi mpoBeACHUE XPOMOCOMHOTO MHUKPOMATPUYHOIO aHaliW3a MalUueHTaM C
aHOMaJIMSAMHU (IIOPOKaMU Pa3BUTHS) TOJOBHOTO MO3Ta, Y KOTOPBIX MPEANOIaracTcsi XpOMOCOMHBIM
CHUHJPOM, HO MPH MPOBEACHUU CTAHIAPTHOTO KAPUOTUIIHMPOBAHUS KOJUYECTBEHHBIX U CTPYKTYPHBIX
nepecTpoek He BbisiBIICHO [53].

Yposenb yoeauteabHoCTH pekoMenaanuii C (YpoBeHb A0CTOBEPHOCTH A0KA3aTEILCTB — 4).

. Pexomenayercsi poBejienue noaucomuorpaduu (UpeckoxHblii MOHUTOPHUHT MApIHAIbHOTO
naBineHus kucnopoga/llyascokcumerpusi, IOnekTposHuedanorpadus ¢  BHICOMOHUTOPUHIOM,
CyTo4YHOE MPHUKPOBATHOEC MOHHTOPHPOBAHHE YKM3HEHHBIX (DYHKIMH M MapaMeTpoB) MAalMCHTaM C
cunapomMoM ApHonbpaa-Kuapu B kadecTBe MeTona (pyHKIMOHAIBHON AMATHOCTUKH, ITO3BOJISIOIIETO
BBISIBUTh HAJIMYUE HAPYINICHUH JIbIXaHWs, OLEHUTh BBIPAKCHHOCTh ©  TUddEepSHIMPOBATH
LEHTPATIBLHOE alTHO? OT 00CTPYKTUBHOTO (TIepudepudeckoro) [77].

YpoBeHb yoenutesbHoCTH pekoMenaanuu C (YpoBeHb J0CTOBEPHOCTH 0KA3aTeIbCTB - 5).
Kommenrapuu: [lpu comuumenbHuiX KIUHUYECKUX NPOSAGIEHUAX U OMCYMCMEUU Cheyupuueckux
aHcanob  pe3yibmamevl  OAHHO2O — 00CNe0068aHus — NO3GONAM  YMOYHUMbL  NOKA3AHUA K

HeUupoXupypauiecKkomy 1e4eHuro.

2.5 NHble TUATHOCTHYECKHE HCCIET0BAHUS
. PexoMenayercsi npoBeleHUE PYTUHHOIO CKPUHMHIA KOTHUTHUBHBIX M IOBEACHYECKUX
Hapyuienuii nmanueHTam (Ilpuem (ocMoOTp, KOHCYIBTAIMS) Bpaya-HEBPOJIOTa, IPH HEOOXOIMMOCTH -
Bpava-TiICUXHaTpa, MepBUYHBIN U MOBTOpHBIE, [Ipuem (TecTupoBaHMe, KOHCYIbTAIINS) MEAUITTHCKOTO
TICUXOJIOTa TIEPBUYHBIN) C 3aJePKKON TMCUXO-PEYEBOT0 Pa3BUTHS C IENBI0 OINpENeTCHHs CTETEeHU
HapylIeHUd M TOKa3aHUW IS TOCIEAYIOIIEro CHEHUaTu3UpPOBAHHOIO HEWPONCUXOJIOTUYECKOTO
obcnenoBanust [52].
YpoBenb yoenureabHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH A0KA3aTEIbCTB — 5).
Kommenrapuii: y Oonvuwuncmea oemeti ¢ aHOMAnuamMu (NOpOKAMU pA38UMUS) 20108HO20 MO32d
KOCHUMUBHbLE UL NOBEOeHUeCKUe HAPYULeHUs: MO2YI NPUCYICIEO8AMb C PAHHE20 803pACmd.
. Pexomennyercsi MIPOBE/ICHHE CHEeIUATU3UPOBAHHOTO HEUPONCUXOIOTUYECKOTO
oOcnenoBaHusl (HEHPONCUXOIOTUYECKOTO TECTUPOBAHMS) BCEM TAIMEHTaM C aHOMAIHSIMHU
(mopokamMu pa3BHUTHs) TOJOBHOTO MO3Ta JUIsi OOBEKTUBU3AIIMM KOTHUTHUBHBIX M TTOBEJIECHYECKUX
HapyIIEHUH TIPH TI0I03PEHUN Ha KOTHUTHBHBIN ACPUITUT U MOBEICHUYECKHE HAPYIIEHUs (110 JTaHHBIM
CyOBEKTUBHBIX Kalo0 MAIMEHTOB M WX POJCTBEHHHKOB Ha HApYIIEHUE MaMATH, BHUMAHHS WIH
JIe30pTaHu3aIii0 B TOBCEIHEBHON J>KM3HHM) C IENbI0 HAa3HAUYEHUs JICYCHUS W Pa3pabOTKH TUIaHa
peabunurarmu [52].

Yposenb yoenureabHOCTH pekoMenaanuii C (YpoBeHb J0CTOBEPHOCTH A0KA3aTEJIbCTB — 5).
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Kommenrapwuii: napywenus namamu, enumanus, 10, peuesvie u nosedenyeckue HAPYULEHUs.
BbIAGAAIOMCSL Y NAYUCHINOE8 AHOMAIUAMU (NOPOKAMU PA3BUMUSL) 20JI08HO20 MO32d.

J Pexomenayercsi mipueM (OCMOTp, KOHCYJIbTAllMsl) Bpada-HEHpPOXHpypra MEpPBHUHBIA U
MOBTOPHbIC  MAI[MEHTOB C aHOMaIUSIMH  (IIOPOKaMH  pa3BUTHUS) TOJIOBHOIO  MO3ra U
(bapMaKoOpe3UCTEHTHOH SMHUIICTICUEH C LIENIBI0 OIICHKH MOKa3aHHid K XUpypruyeckomy jedenuio [53].
Yposenb yoeauteabHocTH pekomMenaanuii C (YpoBeHb 10CTOBEPHOCTH A0KA3aTEIbCTB — 5).

J Pexomenayercsi mipueM (OCMOTpP, KOHCYJIbTAllMsi) Bpadya-HEHpOXHpypra TMEpBHYHBI U
MTOBTOPHbBIE MAllMEHTOB C aHOMaIUsAMH (MMOPOKAMHU  PAa3BUTHs) TOJOBHOTO MO3ra u
mporpeccupyromieil ruaponedanueii ¢ meaplo perieHust BOIpoca O IeJIeCO00Pa3sHOCTH MPOBEICHUS
OIEPaTHBHOTO JIeueHusl ruapouedanun [52].

Yposenb yoenuresnbHocTu pekomenaanuii C (YpoBeHb 10CTOBEPHOCTH 0KA3aTeJILCTB — 5)

JInddepeHnuanbLHaAsg JHATHOCTHKA AHOMAJNH (IIOPOKOB) PA3BUTHS I'OJIOBHOI'0 MO3ra.

[Tpu BBISIBIEHUH OTIEIBHBIX BPOKJICHHBIX TOPOKOB pa3BUTHS AU (HepeHIINAIBbHBINA UAarHO3
CIIEyeT TPOBOAUTH C BPOXKACHHBIMA HWHQEKIMSIMHA C TOPAKEHHEM TOJIOBHOTO MO3ra, ¢
BPOXKJIEHHBIMU  JepekTaMu MeTaboiuM3Ma M JPYTMMH  IaTOJOTMYECKUMH  COCTOSIHUSIMH,
IIPEJCTaBICHHBIMU B TabauLe 6.

Tabmuma 6. JluddepeHmanbHblii AUArHO3 OTICIBHBIX IIOPOKOB pa3BUTHSA TOJOBHOTO MO3ra
(Volped.J., 2008; Totori-DonatiP., 2005)

ITopok pa3BuTHS F'OJIOBHOI0 MO3ra JudepeHunanbHbIN AUATHO3

MuUKpouedanus TOTaJIbHBIN KPaHUOCTEHO3

MeraimHuedanus rugpornedanus

muccaHnedanus 1 tuna COCTOSIHUS, COIIPOBOXKIAIOIIMECS  yTOJIIE-
HUEM KOPBI U HapYILIEHUEM CTPOSHUS

roJsionpo3aHIiedanus (JiobapHas Gpopma) BPOXKJICHHAsl areHe3usi MpOo3padyHou Tepe-
TOPOJIKH

IU33HIePaust roJIONpo33HIeaTus, CENTOONTHYECKAs
JUCIUIAa3Hs

anomanus Jlennu-Yokepa Mega cisterna Magna,
perporepederspHast Kucra

TUIIOILIA3US MO3KEUKa anoManus Jlenan—Yokepa

J Pexomenayercst mpoBoIUTh AUPPEpEeHINANBHYIO TUAarHOCTUKY C APYTUMHU MOPOKAMU  MIIU

3a00JIeBaHUSIMU HHC nmanueHTaM C aHOMAJIMAMHU TOJIOBHOI'O MO3ra, COIIPOBOXKAAOIHUMCA
MaTOJIOTMYCCKHUMU MMPOLCCCaAMU B MTAPCHXUME I'OJIOBHOT'O MO3ra [52]

YpoBenb yoenuTeabHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 0KA3aTEJILCTB - 5).
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KommenTapuu: npogooumcs oughghepenyuanvrvlti  ouacno3 ¢ Opyeumu  CMpYKmypHbLMU

HAPYUWEeHUAMU 20/I06H0O20 MO32A.

3. JleyeHne, BKIKOYAS MEIUKAMEHTO3HYI0 M HEMEIMKAMEHTO3HYI0 Tepannu,
AHETOTEpanuIo, 00e300,JJUBAHUE, METUIIUHCKUE MOKA3AHUA M MPOTHBONOKA3AHUS

K IPUMEHECHUI0 METOAO0B JICUCHUA

O01mme MOAX0AbI K JIeHeHUI0 AHOMAJINH (IOPOKOB) PAa3BUTHSA F0OJIOBHOI0 MO3ra

Hemeil ¢ anomanusmu pazeumusi 20106H020 MO324 Npu Mauugecmayuy HespoI0UYeCcKoll
CUMNMOMAMUKYU ~ clledyem 20CNUMAIu3uposams 6 Cmayuorap OJisl npogedenus 00c1e008anus u
KOMNIEKCHOU mepanuu, a npu yXyouleHuu COCMOSHUSA NAYUEHMA — BO3MOJICHOCHb Nepesood 8
OPUT.

s evibopa makmuku JaedeHuss HeobXooumo onpedeiums @Gakmopul, euusiowue Ha
appexmusnocme neyeHus: IMUOLOSUI, MANCECMb, meyeHue 3a001e6aHus, 603pacm nayuenmd,
Hanuuue u Xapakmep 0CI0HCHEHUU, CONYMCMBYIOWUX KIUHUYECKUX NPOSAGIEeHUL NOPANCEHUSI HEPBHOLUL
cucmemvl, OOCMYNHOCHb U 803MOICHOCHb GbINOJIHEHUSL IeUEeHUSl 8 COOMBEMCMBUL ¢ He0OXO0OUMbLM
BUOOM OKA3AHUSL MeOuyuHckou nomowu [52].

Ipunyunovl nevenus nayuewmos ¢ AHOMANUAMU 2OJIOBHO2O0 MO324 NPeOdyCMAMpPUBAIon
KYRUPOBAHUE — SNULENMUYECKUX — NPUCMYNO8,  AHAMOMUYECKOe  BOCCMAHOBIEHUE\KOPPEKYUIO
ouspaghuueckux nposeienuti, YCmpaHeHue KpaHuoyepeOpaibHol OUCNPONOPYUU, HOPMATUIAYUIO
BHYMPUYEPENHO20 OABNIeHUS], BbleOeHUe U3DLIMOUHOU YePeOPOCNUHATLHOU HCUOKOCTU, KOPPEKYUIO
08USAMENbHBIX HAPYWEHUI, NPOQUIAKMUKY PA36UMUsT KOHMPAKMYP, A MAaKice npeoynpercoeHue
OanvbHeuuleeo  passumus — Namoso2UYecKko20 — npoyeccda, —00yCI08IeHHO20 — npozpeccupyrowel
auopoyedghanueti, snunrencuet

Memoovl neuenus:

® cumMnmomamudeckdas mepanus

® Xupypeuueckoe jiederue

3.1 KoHcepBaTHBHOE JIeUEHHE

. KoHcepBaTuBHOE JI€Y€HHE PEKOMEHI0BAHO B CIy4yae HAJIM4Us JIWICNCUU Yy MAlUEHTOB C
aHOMaJMAMH (TIOPOKaMM Pa3BUTHsI) TOJOBHOTO MO3ra, COrIacHO KIMHMYECKMM peKOMEHAAlMsIMU
«ONUIEencusl W SMUJIENTHYECKUN CTAaTyC y B3pOCIBIX M JI€T€W» € LEIbI0 KOHTPOJIS CHMIITOMOB U
MPEeOTBPAIICHHUS TIPOTPECCUPOBAHUS HEBPOJIOTMUYSCKHUX U TICUXUYECKUX HapyleHud . [53].

YpoBeHb yOenuTeIbHOCTH peKoMeH1aluil B (YypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB - 4)

45



3.2 Xupypruveckoe JjieueHue

B cnyuasx, koeoa MeouKameHmosHoe jeyeHue HeO3MONCHO Ul HedghgexmusHo, npubezarom
K XUpypauveckum memooam nedenus. Bonpoc 06 obveme xupypeuyeckoil Koppekyuu peuiaem epay-
Helpoxupype Ha OCHOBAHUU NpPOBeOdeHHO20 KIUHUKO-UHCIMPYMEHMATLHO20 u
HelpoBU3YANUZAYUOHHO20 — 0bcnedosanus. Haubonee uacmvimu  6pOJNCOEHHLIMU — AHOMATUAMU
20/I06HO20 MO032a, MPEOVIOWUMU HEUPOXUPYPSULECKO20 BMEeUAmenbCcmed, sGIAI0mMcs CUHOPOM
Apnonvoa-Kuapu, suyeghanoyene, pasnuunvie opmel euopoyeganuu u Kucmol, KOPMUKATbHbIE

oucnaa3uy ¢ nuiencuell.

- Cunapom Apnoabaa-Kuapu
. PekoMeH0BaHO XUPYPrUYECKYI0 KOPPEKIUI0 cuHApoma ApHoibaa-Kuapu y OonblinHCTBaA
MAMEHTOB IPOBOJUTh B IMEPBHIE JHU WIM MECALBl >KU3HU peOCHKAa M TOJIBKO IPU YCIOBHH
UCKJIIOYEHUS]  TUIEPTEH3HMOHHO-IUCIOKAIMOHHOIO  CHUHApoMa Ha  (oHe  JAeKOMIIEHCAaluu
ruapouedanuu unu  IUCYHKIUU I[IYHTUPYIOIIEH CHCTEMbl B KAaueCTBE MPUYHMHBI PA3BUTUA
cumnromMaruku [78].
YpoBenb yoenurenbHocTH pekomenanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeNbCTB — 5).
. [Tpu coxpansromeicsi, HECMOTpPsI Ha KOPPEKLHUIO ruapoledanun, 0yap0apHOi CUMIITOMATHKE
(mucarum, crpumope, NPUCTYNAX alHOd, OpaguKapAHH, OIKMCTOTOHYCE) HOBOPOXKICHHBIM C
cuHJIpoMOoM ApHonbpaa-Kuapu pexkoMeHayeTrcs cpodHas AEKOMIPECCHs KpaHHO-BEpTeOpalbHOIO
Hepexo/1a, C LEeNIbI0 YITYUIICHUs] COCTOSTHHUS MmarueHToB [78].
YpoBeHnb yoenuresnbHocTH pekomenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTENbCTB — 5).
KommenTapuu: saveuerno, umo y nayueHmos, nepeHecuiux OmcpoyeHHyl0 onepayulo (6 meueHue
Mecaya), pe3yibmamsl onepayuu xyxce, U OJs JleyeHus UM 00bIYHO mpeOyemcs mpaxeoCmomusi u
eacmpocmomus. C Opyzoii cmoponsl, demu, KOMOPbIM Onepayus nompebosalacy nocie 6mopo2o
Mecaya AHCU3HU, OeMOHCMPUPYIOM 3HayumenvHoe Yiayuulenue (0coOeHHO ecau y HUx He Ovlio
napanuya 2010CO8bIX CEA30K).
. Pexomenayercst Xupypruueckoe jeueHue cuaapoma ApHoinpaa-Kuapu B cienyromem
o0Beme: nmpoBouMas aexommnpeccus ([lexomnpeccuBnas Tpenananus//JIexommnpeccust
KpaHHOBEPTEOPaAIbHOTO MEPEX0a) J0JDKHA JOCTUTaTh BEPIIMHBI MUHIAIUH Mo3keuka. [Tockonbky
60JIb1II0€ 3aTHUIOYHOE OTBEPCTHE P TAHHOM CHHIPOME OOBIYHO JOCTATOYHO PACUIUPEHO, IPEexKIe
BCEro pevb UAET o IsaMuHIKTOMIHK ([IekoMmpeccuBHas TaMUHIKTOMUS), KoTopas Bkiarouaer C1-C3
MO3BOHKH U HUXe [].

YpoBensb yoenuteabHOCTH pekoMeHanuii C (YpoBeHb 10CTOBEPHOCTH I0KA3aTEIbCTB — 5).
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KommenTapuu: [llpu 6ckpvimuu meepooi Mmo032080U 000104KU caedyem cooadams 0codyio
OCMOPONCHOCb, UMOObL U3DENCAMb NOBPENCOCHUS HUINCETIeHCAUUX HEPEHBIX CIPYKMYP, MAK KAaK
cybapaxunouoanvhvie NpocmpaHcmea npakmuyecku omcymcemeyiom. Cnedyem uzbezamv 1H00bIX
NONbIMOK MAHUNYIUPOBAHUS HA MO3208bIX CIMPYKIYPAX, €ClU OHU He PACNO3HAIOMCS YemKO.

J Koarymsimsi, nmubGo cyOnuanpHas pe3eKnus MUHAAIUH MO3KEYKa, a TaKKe IOIMBITKU
npenupoBanus [V jxenymodka He peKOMEHAYIOTCS AllMeHTaM ¢ CHHAPOMOM ApHoibaa-Kuapu nz-3a
pUCKa MOBPEKCHUS CTBOJIA TOJIOBHOTO MO3Ta WU CIUHHOTO Mo3ra. Eciu HeoOXoauMa BHYTPEHHSIS
JeKOMIIpeccusi (HampuMmep, B ClIydae HAMPsHKEHHOW KHUCTBI), JOCTYII MOKHO BBITIONHUTH 4Yepes3
HWOKHUH 4YepBb, TOJBKO €CIM OHAa pa3immyuM. [l1acTuka TBEepIO MO3TrOBOWM  00OJOYKH
(pacimpsironast) BHIIOIHACTCS ISl JOCTHXKCHUS aICKBATHOW HAPY)KHOU JIEKOMITPEeCCHH [].

YpoBeHnb yoenurenbHocTH pekoMenanuii C (ypoBeHb J0CTOBEPHOCTH 0KA3aTeIbCTB — 5).

YpoBenb yoenurenbHocTH pekomenanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeNbCTB — 5).

KommenTapum: wuexomopwvie agmopbl peKoMeHOYIOm 02PaAHUYUBAMbCL KOCMHOU 0eKoMnpeccuell u
pacceyeHuem HapylcHo2o TUCMKA MEEPOOll MO320601 000I0UKU, YMOoObl U3bercamy O0CI0MHCHEeHUL,
CBA3AHHBIX CO BCKpbIMUEM MEepooll Mo32060u obonouku [79]. Hx npedsapumenvHhvle pe3yibmanol
OKA3aNUCL 0OHaodeHcusarwumMu (0CobeHHo y O0emell paHHe20 803pACMA) U 0adxce ayduie, Yem y

oemeil, nepeHecuiux niacmuKy meepooti Mo320801.

- DHuedanounese

Lenvro xupypeuueckoeo neyeHus sHyeanoyene A61Aemcs yCmpaHeHue KpanuoyepeopaibHol
oucnponopyuu, npedomepaujerue UHQOUYUPOBAHUsL 2PblHCeB020 MewKd, d makxdce obecneuenue
HOPMAJIbHbLX yC]ZOG’LlIZ o paseumiusl cOl106HO20 MO32d.
o Pexomenayercst TpoBeleHHE IUTACTUKH OSHIedanonene, BKIOYAIOIIEH Cleayromme
OCHOBHBIE JTalbl: OKAaWMIISIFOIINIA pa3pe3 MO OCHOBAHHUIO TPHDKEBOTO MEIIKA, MUKPOXUPYPTUYECKOE
BBIIEJICHUE CTPYKTYp TIPBIKEBOIO COAEPKUMOT0, UCCeueHue Iu3paduyHbIX TKaHEW, MOCIOHHOEe
yIIuBaHHE 000JIOYEK MO3Tra M BOCCTAHOBIICHHE IEJIOCTHOCTH IMOKPOBHBIX TKaHEH 001acTH YeperHo-
MO3rOBOM TpbDKH. B psime cimydaeB 1enecooOpa3HO MPOBOAWTH OIEpallMM, HAIpaBJICHHBIE Ha
KOPPEKIIMIO Yeperna B O0JIaCTH TPBDKEBOTO BBHIMSYUBAHMS, YTOOBI CO3[aTh CBOOOJHBIE pE3epBHBIC
HMHTpaKpaHHUAIbHBIC MPOCTPAHCTBA, a TAKIKE BOCCTAHOBHTH IIEJIOCTHOCTh KOCTHBIX CTpykTyp [80]. B
3aBUCHMOCTH OT JIOKQJIM3AIMHA U Pa3MepoB dHIE(aIONeIe Pl XUPYPTHUSCKUX ITATIOB MOXKET OBIThH
u3MeHeH. Hampumep, mnpu nepenHe-0a3anbHBIX — dHIEdANOene BO3MOXKHO  IPOBEICHUE
TPaHCHA3aJIbHOW SHIAOCKOMUYECKOW TUIACTUKH, THO0 MPOBEACHHUE MPEIBAPUTEIHLHON KPaHUOTOMUU

AJIg JOCTyla K OCHOBAHUIO I'PBI)KEBOT'O MECIIIKA.
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YpoBenb yoeauTeIbHOCTH peKoMeH1aluii B (YpoBeHb 10CTOBEPHOCTH JI0KA3aTEIbCTB — 2)
KommenTapuu: naruuue nuxeopeu us ooracmu yepenHo-mo320801 SpblitCU AGNAEmCcs. NOKA3AHUEM
0151 IKCMPEeHHO020 onepamugHozo Jnevenuss [55]. B nocieonepayuonmom nepuooe HeoOX0OUMO
OuHamuyeckoe Habn0OeHue 6paya-Heupoxupypea ¢ UYeablo UCKIIUEHUs NpocpecCuposaniisl
JIUKBOPOOUHAMUYECKUX HAPYULEHUII.

- Bpoxnennasi ruipouedasiusi U KMCThI, CTEHO3 BOJAONPOBO/Ia

Vkazannvie amomanuu passumusi 20106H020 MO32a  XAPAKMEPU3VIOMCS  HAPYUleHuem
JIUKBOPOOOpauenUss pasHoll cmenenu 8vlpadiceHHocmu. Xupypauueckoe Jieuenue, HanpasieHHoe Ha
8occmanogienue TUK8OPOYUPKYIAYUU UIU YCIMPAHeHUe OKKII03UU JTUKEOPHbIX nymell, 8Kouaem 0ee
OCHOBHbIE 2PYNNbL: TUKEOPOULYHMUPYIOWUE ONEPaAyUU U IHOOCKONUYECKUE MEMOObl.
. Pexomenayercsi nmpoBeeHNE TUKBOPOLIYHTUPYIOLIEH ONEpalvy MpU HAJUYUU Yy MaldeHTa
ruIponearTbHO-TUIIEPTEH3NOHHOTO  CHHAPOMA  HEOKKJIIO3MOHHOTO — Xapakrepa  (BpOoXkKIeHHas
runponedanusi, cuaapoMm Jlenmu-Yokepa). MeTtogoMm  BeIOOpa  SIBISCTCS.  BEHTPHKYJIO-
MIEPUTOHEOCTOMHS — XUPYPTrUUecKasi MaHUIYIALNS, TIPU KOTOPOH (GOpMUpPYETCsI COOOIICHUE MEXKTY
KEIyIOYKOM  MO3ra U TOJOCTbIO  OPIOMIMHBI  MyTeM  WMIUIAHTAllUd  CHEIHabHOM
JIMKBOPOLIYHTUPYIOLIEH CHCTEMbI COJEprKalleil KiamaHHbI MEXaHH3M, 00eCleYMBAIOUINI OTTOK
M30BITOYHOTO JIMKBOpA M, TEM CaMbIM, TIOCTOSIHCTBO BHYTPHUYEPEITHOTO JABJICHUS Y TAIMEHTa, BHE
3aBUCHMOCTH OT MOJIOKEHHS Tena [].
YpoBeHb YoeTuTeIbHOCTH peKoMeH1anmii B (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — 2)
KommenTapuu: nepeo nposedenuem JILLIO cnedyem ybeoumvcs 6 0mcymcmeauu yenecooopazHocmu
nposedeHUss IHOOCKONUYECKUX Memo0oos Jjedenus euopoyedanuu. Badicnviv sensiemcs nooobop
napamempo8 KIanaHHoU CUCeMbl, ¢ MOl Yelblo 8 psde Clyyaes8 HeoOX00UMAa KOIU4eCmEeHHAs.

OU€eHKa noxasamereu ]luKGOpOaMHClMMKu.

. PexoMenayercsi mpoBEIEHUE SHIOCKONMYECKOM OMNEpalMi MalUueHTaM CO CTEHO30M
BOJIOTIPOBOZIa MO3ra M C OKKIIO3UOHHBIMH  (opmamu rtuaporedannu. BoccraHoBieHue
MIPOXOJUMOCTH BOJIONPOBOZA MO3Ta MOXXET OBITh OCYIIECTBIEHO IIyTeM 3HIOCKOMUYECKOTO
OyXKMpOBaHUS WJIM CTEHTHUPOBAHUS TOPAKEHHOTO Yyd4acTka. B ciydae HEBO3MOXHOCTH WIIH
HEIEJIeCOO0Pa3HOCTH  BHIMIOTHEHUS JAHHOM  MaHHUMYISIIUKM, MNPUOETaloT K  MPOBEACHUIO
SHJOCKOTMYECKON Tepdopannu aHA 3 JKeTyI04Ka, HAMpaBIICHHOW Ha CO3JaHHE OOXOJHOTO MYyTH
JTUKBOpPOOTTOKAa. CTOMa MpU ATOM HaKJIaAbIBaeTcs B 00JacTH JHa 3 JKeIyJouyka Krepeau OT
COCIICBHIHBIX Te [].

YpoBeHb yoenuTeIbHOCTH peKoMeH1aluii B (ypoBeHb 10CTOBEPHOCTH /I0KA3aTEIbCTB — 2)
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KoMmMmeHnTapum: npu oyenxe pesyiomamos 3HOOCKONUHECKO20 JNeYeHus cledyem NOMHUMb, YMO
HelPoBU3YAIU3AYUOHHbIE KpUMepUU P GeKmusHoCmuy omcmarom om KIuHUYeCKUX.

J [Ipy BO30OHOBIEHMHM TPOSABICHUH THAPOUEHATHHO-TUIIEPTEH3NOHHOTO CHHIpPOMA Y
NAIEHTOB C BPOXJAEGHHOW Tuaponedanvss U KUCTBI, CTEHO3 BOJOIPOBOJA MOCJIE ONEPATHBHOTO
BMELIATEIbCTBA - TII0Ka3aHo mposeaeHne MPT B pexume nukBopoguHamukd (MaruTHo-
pe30HaHCHasl TMKBOPOrpadusi TOJOBHOTO MO3ra) ¢ IEJIbl0 OLCHKH (DYHKIIMOHUPOBAHHSI CTOMBI U B
ciyyae ee GyHKIIMOHMPOBaHUs — moka3aHo nposeaeHue JIIIO [].

YpoBeHb y0equTeILHOCTH peKoMeH1aluii B (YpoBeHb 10CTOBEPHOCTH 10KA3ATEIbCTB — 2)

o - AHOMaJIMU Pa3BUTUSI TOJOBHOIO MO3ra, covYeTawlMecs:i ¢ JNUIencueit
(KopTHKAJTbHbIE IUCIJIA3UHU U AP.)

Iayuenmor ¢ snunencueii OO0NCHbL ObIMb OYEHEeHbl ¢ MOYKU 3PEeHUs NOMEHYUATbHOU
appexmusnocmu  xupypeuueckoeo neuerusi. CmpykmypHvle Gopmbl dnuiencuu, 0cobenHo npu
couemanuu ¢ yoeoOumenbHbiMu 31eKmMpoPUUOIOSULECKUMU OAHHBIMY, CEMUONO2Uel NPUCTYNO8 U
MeOUKAMEHMO3HO-PE3UCTNEHMHBIM MUNOM MeYeHUs NOONEHCAM XUPYPSULECKOMY JIe4eHUIO.

Cpeou Hellpoxupypauieckux Memooo8 JNeYeHUus SNUIENCUU BblOeISIOM OeCmpyKmugHvle
eMeuamenbcmead, 8apuanmvl OUCKOHHEKYUU, d MAKHCe HeUpOMOOYIAYUIO.

o PexomeHnayercsi BBINOJHEHUE MHKPOXMPYPIHYECKOH pPE3EKUMH AIMICHTOreHHOM
30HbI (Y ganeHue MOpaKeHHOTO BEIIECTBA FOJIOBHOTO MO3ra) y nereil ¢ paznuunbivu trnamu OKJ n
IpYTrUMHU CTPYKTYPHBIMHU dbopmamu SIHUJIETICUN. Oneparnuto MIPOBOJAT oJ1
ANEKTPOKOPTUKOrpadrueckuM koHTposeM (DnekTpokoprukorpadus) [53].

YpoBeHb YoeTuTeIbHOCTH peKoMeH1aimii B (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — 2)
KommenTapum: 6 nocreonepayuonmom nepuooe npoooalcaemcs npomueoINULenmudecKast

mepanus 6 npesCHem obveme.

J Pexomenayercst mpoBe/ieHHE KaJUI030TOMUHU MAalMEHTaM C T'€Hepaln30BaHHBIMH (opMaMu
SMUJICTICUHU, TPOTEKAIOIIMMHA C TPUCTYNaMH IO THUIY ApPOM-aTak, MPH TOHHUYECKUX, KIOHHKO-
TOHUYECKUX TMPHUCTYNAaX, MPU OTCYTCTBUU JIOKAJBHOIO OYara JSNWIENTHYECKOM aKTUBHOCTH.
[Ipenmnourenue, mMpu 3TOM, CIEAYET OTAaBaTh PACCCUCHHUIO MepeaHuX 2\3 MO30JUCTOrO Tejia WM
KaJJI030TOMHH (TOTAILHOM).

YpoBenb yoeauTeIbHOCTH peKoMeH1aluii B (ypoBeHb 10CTOBEPHOCTH JI0KA3aTEIbCTB — 2)
KommeHnTapuu: 6 nocrneonepayuonnom nepuooe npoOOI#CaAemcs NpomugodINULenmuieckasl
mepanus 8 npedxicHem ooveme.

J Pexomenayercst mpoBeneHHEe reMUCHEpPOTOMHUH Y JIeTeH C OOIMMPHBIMU KOPTHKAIBHBIMU

JMCIIIa3UsIMUA OJTHOTO TOJTyIIapusi OOJIBIIOr0 MO3ra, reMuMeraimsHuedanuei, coyeraromieiics ¢ 30T
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MpU3HAKaMHd M CEMHUOJIOTHEH MPUCTYIOB, YKa3bIBAIOIIUX HA MPEUMYLIECTBEHHOE OJHOCTOPOHHEE
MopakeHHe. BBIIEISIIOT aHATOMHYECKYI0 UM (YHKIHMOHAIbHYIO reMucheporomuro. B Hacrosiiee
BpeMsSl MPEUMYIIECTBEHHO WCMOJB3YIOT (DYHKIMOHAIBHBIE BapUAHTHL: JIATEPATbHYIO WM
BEPTUKAILHYIO TeMUChEepOoTOMHIO [].

YpoBeHb yoeauTeIbHOCTH peKoMeH1aluii B (YypoBeHb 10CTOBEPHOCTH I0KA3aTEIbCTB — 2)
KommenTapuu: npu npeoonepayuonHom nIAGHUPOBAHUU U 8 X00e BbINOJHEHUs Onepayuu
HeoOX00UMO UCNONIb306AHUE HEUPOHABUSAYUOHHOU CIMAHYUU, HCENAMENbHO 8 pedcume OONOIHEHHO
peanvHoCcmu; 8 NOC1e0nepayuoHHOM nepuooe nPoooaXCaemcs NPOMuUBOINUIENMUYecKas mepanus 6

npesicnem obveme.

3.4. Unoe jieuenune

OrcyrcTByer

4. MennuuHckasi peadWIHTALMS M CAHATOPHO-KYPOPTHOE JIeYeHHe,
MeIUIUHCKUE TOKA3aHUSA W MNPOTHBONOKA3AHUS K TMPUMEHEHHI0 METOJ0B
MEIUIUHCKON peadWIuTauvu, B TOM YHCJIE¢ OCHOBAHHBIX HA HCIOJb30BAHUH

NPUPOIHBIX Je4YeOHbIX (PAKTOPOB

JlocTynHble peaOMIMTAIlMOHHBIE BMEIIATENbCTBA MPU ATHUX IATOJOTUSX OOBIYHO HAlpaBlICHBI Ha

YCTpAaHEHUE [JIBUTATEIbHBIX W KOTHUTHBHBIX WM3MEHEHHMH, B 3aBHCUMOCTH OT BEAYIIETO

CHUMIITOMOKOMITJICKCa 3a00JICBAHUS M CTETICHH BBIPA)KCHHOCTH HAPYIICHHIA.

Bo3MokHbIe p€a6I/IJ'II/ITaHI/IOHHI)IC BMCIIATCIBCTBA MOT'YT BKJIFOYATh!:

- JIOTONENYECKYI0 KOPPEKIHIO: Ul YAYYIIeHUS pedd peOCHKAa M HaBBIKOB YTEHUS / MHCHMA;
UCTIOJNIB3YIOTCS pa3IMYHbIE METO/IBI B COOTBETCTBUH C KOHKPETHBIMH HEIOCTATKAMU U HaBBIKAMHU
CyOBeKTa;

- (UBUYECKyI0 peaduauTaIuio (Maccax, JIeueOHYI0 TUMHACTHKY, KUHE30 M MEXaHOTEParuio): B
OCHOBHOM MJId YMCHBUICHUSA ABHUIaTCIIBHBIX HpO6HeM u HOCJ'IG)ICTBI/If/i CIIOKHBIX HapyIHeHI/Iﬁ
pa3BUTUSI HEPBHOW CHUCTEMbI, IPU HAIWYHMU JIBUTATEIbHBIX HAPYNIEHUH W TNPH OTCYTCTBUU
NPOTHUBOIIOKA3aHUH;

- IICUXOMOTOPHYIO TCpPAIMHIO: COYCTAHUC JIBUTaTCIIBHBIX, KOTHUTUBHBIX W PCIAIHMOHHBIX
TPEHUPOBOK.

- 1mpodeccHOHATbHYI0 OPHEHTALMIO W SPrOTEepaNuio: MPUMEHSETCs y JeTel CcTapliero Bo3pacta
KaK WHIAMBHYaIbHO, TaK U B MAJIBIX TPYIIAX;

- THCHUXOTCPAIINIO: 0OBIYHO JIISL AeTeH C 0oJiee BLICOKUM (byHKI_[I/IOHaJIBHLIM YPOBHEM.
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- 0o0yueHHe pOJHUTENICH, HAPABIIEHHOE Ha MPUHSATHE OrpaHnyYCHH pebeHka [81].

Heiiporicuxonornyeckoe BMEIMIATEIBCTBO MOCPEICTBOM IOBEICHYECKOTO W KOTHUTHUBHOTO
MOJIX01a MOXKET OKa3aTh OOJIBLIYIO MOMOIIb, JNEHCTBYS KaK BHEIIHHI MOJIYJISATOpP, IMOMOTAIOIINI
MaIMEeHTy BOCCTAHOBUTH KOHTPOJIb Hax coboii [82].

KOorHuTuBHBIA TpEHUHT, HANpaBiICHHBIH Ha pa3BUTHE NaMITH, BHHUMaHUS, KOTHUTUBHOM
rHOKOCTH, CKOPOCTH U YMEHHUE PelIaTh MPOOJIEMbI, OCYIIECTBIAEMBIA C MOMOIIbIO EPCOHATBHOTO
KOMITBIOTEpA, B TOM YHCIIC, B pexXuMe Tenepeadbunuraimu [83,84].

JlJis ManMeHTOB € HApYIICHHBIM COLIMAIBHBIM B3aUMOJCWCTBUEM B TOM YHUCIE, BCIEICTBHE
MIOPOKOB Pa3BUTHSI MO3XKEUKa, MOXKET ObITh MCIOJIb30BaHA TEXHOJIOTHS UMMEPCUBHOI BUPTYaIbHOM
peambHOCTH, KaK TEpPCIEeKTHBHAs METOJMKAa KOTHUTUBHOM M  COIMAIbHO-3MOIMOHAIEHOU
peabmimTanyy, 0coOOEHHO /ISl IETCKOW BO3PACTHOW TPYHIBI, M3-32 €€ BHICOKO MOTHUBHPYIOIICH U

HHTEPaKTUBHOMN mpupo sl [85].

. Pexomenayercst npuem (0OCMOTp, KOHCYJbTaIUs) Bpaua (pU3NYECKO U peadMIUTaluOHHON
MEIWLMHBl WJIA Bpaya, BBHINOJHSAIONIETO €ro (QyHKOWIO (CIeMUATUCTa MO0 MEAMIUHCKHUIMA
peadwnTanyy: Bpaya 1o JedeOHor GpU3KyabType | Jp.) MEPBUYHBINA U MOBTOPHBIE BCEM MAallMEHTaM
C aHOMAJIMSIMH (TIOPOKAMH) Pa3BUTHS TOJOBHOIO MO3Ta C IeJIbI0 COCTABJICHHUS UIaHA peabUIIUTAIIUH
[52].

YpoBeHnb yoenurenbHocTH pekomenanuii C (YypoBeHb J0CTOBEPHOCTH J0KA3aTENbCTB — 5)
KommenTapuu: 6 3asucumocmu om nokaszamuii Mo2cym NPUMEHAMbC Memoobl, NepeyucieHnsle 8
Hauane pasoena.

J PexoMeHIYIOTCSI MEPOTIPUATHS IO afaNTaIllid K YCIOBHUAM MaKpOCpPEIbl BCEM MAIEHTaM C
AHOMAITUSIMU  (TTOPOKAMHU) Pa3BHUTHs TOJIOBHOTO MO3ra, MMCIONIMM JIBUIATENIbHBIC HAPYIICHUS C
IEJIBIO TTOBBIIICHHS KauecTBa Xu3HU [52].

YpoBeHb yoenurenbHocTH pekomenanuii C (YypoBeHb J0CTOBEPHOCTH J0KA3aTeNbCTB — 4)
KomMmeHnTapuu: xeobxooumvl meponpusmus no adanmayuu OOMAauiHel u Opy2ol OKpyicarouel
06cmano6Ku 011 obecnedenuss MaKCUMAIbHOU He3a8UCUMOCIU NAYUEHMO8 3a cyem 6e30nacHOCmu
U 00OCMYNHOCMU 8CeX HeOOXOOUMBIX UM CDEOCMS.

J PexoMenayeTcsl manMeHTaM ¢ MOPOKAMHU Pa3BUTHSI TOJIOBHOI'O MO3Ta MPU HAIMYMU PEUEBbIX
HapyLIeHUH peryispHble 3aHATHS c JoromneaoM (Menuko-Ioroneanyeckoe HCCIe0BaHUE IPH
mucharuu, adazuu, muzapTpuu. Meauko-jmoromeaudeckas mporeaypa npu aucharum, adaszuw,
TA3apTPUH. Menuko-noromneanyeckast TOHAJILHO-PUTMHUECKAS nporeaypa, Menuko-
Joroneanyeckasi mporeaypa ¢ MCHOIb30BAHUEM MHTEPAKTUBHBIX MH()OPMAIIMOHHBIX TEXHOJOTHIA),

npu HCO6XOJII/IMOCTI/I - HIpuem (OCMOTp, KOHCYHBTaI_II/IH) Bpada-CypA0JIora-OTOPUHOJIAPHUHIOJIOTra
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NEPBUYHBIA M MOBTOpPHBIC (IPH HEOOXOJMMOCTH) C IIENBI0 JUATHOCTHKH M KOPPEKIHHU 3aCpPiKKU
peyeBoro pa3ButTusi [].

YpoBenb yoenuTeabHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 4)

5. HpO(l)l/IJIaKTI/IKa H JUCHHaHCEPHOE HaﬁJIIOIICHI/Ie, MEANIINHCKHE

MoKa3aHus U MPOTHUBONIOKaA3aHUA K NIPUMECHCHHUIO METO10B HpO(l)l/IJIaKTHKH
O0mume moaxoab! K NpoguiIaKTHKE.

Ilpu cpoxax 6epemennocmu 11 nedenw () Oneii - 13 nedenv 6 Onell, 18 nedenwv O Ouetl - 20 nedenv 6
onetl u 34 neoenu 0 Oneil - 35 Hedenv 6 OHell NPOBOOUMCSL OYEHKA AHMEHAMATbHO20 PA3BUMUS N100A
(npenamanvHwviil (00PO006LIL) CKPUHUHL)
KommenTapuu: nposedenue ynompazeyko6o2o usmepenus bunapuemanbHo20 ouamempa, a maxice
uoenmuuxayus amomaiuu (nopoxka paseumus) memooom MPT 2onoenoco mo3zea niooa, umo
nozeonsiem OUAHOCMUPOBAMb HOPOKU PA3BUMUS  GHYMPUYMPOOHO U ONpeoensms CHeneHbs
conymcmeyrowux anomanuti LJHC [65].
. Pexomenayercst mposeneHue OIlleHKa aHTEHATAIBHOTO DAa3BUTHS IUIoa (TpeHATalbHbBIN
(TOpoIOBEIi) CKPUHUHT) Ha cpokax OepemenHocTH 11 Hexenb 0 aHedt - 13 Hemenb 6 aHEH (nmanee -
MPeHATATIBHBIA CKPUHUHT | TpUMecTpa) MPOBOIUTCS C LEIbIO BBISIBICHHUS y TUIOAA BPOXKICHHBIX H
(unM) HACIIENCTBEHHBIX 3a00JEBaHWN, TOPOKOB pPAa3BUTHS IUIONA, TPU3HAKOB TE€HETHYECKUX
HapYIICHW, OIIEHKU PUCKA XPOMOCOMHBIX aHOMAJUH, MPEXKIEBPEMEHHBIX POIOB, IPEIKIAMIICHU U
3aJIep)KKH pocTa IJI0Ja W BKJIIOYAaeT B ce0s: M3MEpPEeHHe poCTa, MacChl Tena, apTepUaIbHOTO
JaBieHUsl OepeMEHHOH; YTOYHEHHE CEMEHHOro aHaMHe3a; YIbTPa3BYKOBOE CKPHHHHTOBOE
WCCIIE/IOBAaHNE TIPU CPOKE OEpEeMEHHOCTH OJIWHHAJIATas - YeTHIPHAJAIATas HEJCNH 10 OICHKE
aHTEHATaJbHOTO PA3BUTH TUIOAA (KaXJOTo IJIOoJa MPH MHOTOIUIOJAHON OepeMEHHOCTH) C IENbI0
BBISIBJICHHSI XPOMOCOMHBIX aHOMANlMi, TMOPOKOB pAa3BUTHS, PHCKOB 3aJE€PKKH pOCTa IUI0Ja,
MPEXKJIEBPEMEHHBIX POJIOB, MPEIKIAMIICHU (IIPEIKIAMIICUU TIPU MHOTOIUIOIHOW OEpeMEHHOCTH)
(ckpununr 1) (mamee - ckpunuHroBoe Y3U 1 tpumecTpa); wucciegoBaHHE CBSI3aHHOTO C
OepeMeHHOCThIO masmeHHoro mporeuHa A (PAPP-A) B CHIBOpOTKE KpOBH H  ypPOBHS
XOPHOHHYECKOTO TOHAJOTPONMHA (CBOOOIHAs OeTa-CyObeIuHHIIA) B CHIBOPOTKE KpoBU (cB. -XI'Y)
(mamee - CBHIBOPOTOYHBIE MAapKephl); pacueT WHAUBUAYATBHOTO pHCKA POXIEHUS pebdeHKa C
XPOMOCOMHBIMH aHOMAJTUSIMHE, 33JIEPKKH POCTa IJI0JA, a TAKXKEe PUCKA MPEKICBPEMEHHBIX POJIOB U
MPEdKIIAMIICHU (J1ajiee - pacueT WHANBUAYAILHOTO PHCKA, €CITU HE YKa3aHO MHOE) Ha OCHOBE JaHHBIX
OCMOTpa, aHaMHe3a, CKpUHUHTOBOTrO Y3U I TpuMecTpa U CBIBOPOTOYHBIX MAPKEPOB

o OepemenHbIM u3 rpynn cpeanero (1:101 - 1:1000) u Beicokoro (1:100 u Bbimie) pucka (3a

HCKIIIOYCHHUEM CJIYYAC€B BBIABJIICHUA IMPU3HAKOB IMOPOKA pa3BHUTHUA IIJIOAA IO pE3yjbTaTaM
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ckpuauHroBoro Y3U I TpumecTpa) mokazaHo BBITOTHEHHE HEMHBA3WBHOTO TIPEHATAILHOTO
tecta (ompenenenue BHekserounou JIHK mimoma mo kpoBuM marepu) - HEMHBAa3HUBHOTO
npeHarainbHoro JIHK-ckpuHuHra (najee - HEMHBA3UBHBIM IPEHATAIbHBIA  TECT).
HenHBa3uBHBIN INpeHATaIbHBIM TECT MOXET ObITh MPOBEJEH B TOM YHCIE MpHU
MHOTOIIJIOTHON OepeMeHHOCTH (He OoJjiee ABYX IUIOJIOB).

MHuBa3uBHas NpeHaTaibHas AMArHOCTHKA IMOKa3aHa OepeMEHHBIM: IIPU MOBHIIIEHHOM PHUCKE
MOHOT€HHOM M (WJIM) XPOMOCOMHOW aHOMalUi y Iuioja (IO JaHHBIM aHaMHE3a) BHE
3aBUCHUMOCTH OT IIPOBEJEHUS IIPEHATAIbHOIO CKpUHUHIA | TpuMecTpa; C BBIABICHHBIMU
IIPU3HAKaMU [TOPOKOB Pa3BUTHSA IIJIOJA IO pe3ynbTaraM ckpuHuHrosoro Y3U I tpumectpa;
C BBICOKMM PHCKOM POXAEHHUS peOeHKa ¢ XPOMOCOMHBIMU aHOMAJUSIMH MO pe3ysbTaTaM
NOBTOPHOTO CKpHHHUHTOBOTO Y3U I TprmecTpa; ¢ BBICOKMM PHCKOM POXXKICHHS peOeHKa C
XPOMOCOMHBIMH aHOMAQJIMSAMHM 10 pe3yJpTaTaM HEMHBA3WBHOI'O IIPEHATaIbHOrO TecTa. 39.
MHBa3uBHas mpeHaTalbHasl AMAarHOCTHKA IMPOBOJUTCA CIEAYIOIIMMHU METOJaMU: Ouorcus
XOpHUOHA, TUIALIEHThl; AMHUOLIEHTE3; KOPAOLIEHTES.

MeaunuHCcKUe TOKa3aHUs K IPOBEJICHUI0 WHBA3MBHOW NPEHATAJIbHOM JMAarHOCTUKUA U
METOJ| €€ IPOBEIEHUS OIPENEIAIOT COBMECTHO Bpauy-r€HETHK M Bpad-aKyllep-TMHEKOJIOT
KOHCYJIbTATUBHOAMArHOCTUYECKOIO OTAeNeHUs (LIEHTpa) MEepPUHATAIbHOIO LIEHTpa, WM
MEAMKO-TeHETUYeCKOl  KoHcynbTanuu (uenrpa), wunum  AJIKL. [lpu nposeneHun
VMHBa3MBHOW IpPEHATaIbHOW JUArHOCTHKH TPU BBICOKOM pPHCKE pPOXJAECHUS peOeHKa C
XPOMOCOMHBIMH aHOMAJIHUSIMU [0 pe3yJIbTaTaM HEMHBA3UBHOIO IPEHATAJIBLHOIO TECTa
IIPEIIIOYTEHUE OTAACTCS aMHUOLICHTE3Y.

Pesynbrarsl ckpununrosoro ¥Y3U II tpumecTpa oTpakarorcs B IPOTOKOJIE CKPUHUHIOBOTO
yIbTPa3ByKOBOIO HMCCIEAOBaHUSA eHIIMH B 19 - 21 Hememo OepemeHHoOcTH, (opma
KOTOporo npeaycmorpena npuioxenueM N 9 k [lopsaaxky okasaHusi MEIULIMHCKON TOMOIIH
no npoduiaro "akymepcTBO M TUHeKoJorus', yrBepkaeHHoMmy mnpukazoM N 1130H, u
BBIZIAIOTCA OepemeHHoil. 58. B ciyuae BoIsiBIIeHUs (TIOATBEPKICHHS) POKICHHS peOeHKa 13
rpynnsl Beicokoro (1:100 u BeIlIe) pucka, MPU3HAKAMU T€HETHUECKUX HApYIICHUN WU
IOpOKa pPa3BUTUS IUIoJa OCEpeMEHHON peKOMEeHAyeTCcs NpOBEIEHHE HHBA3UBHOU
NpeHaTaJbHON JUarHOCTUKU. Pe3ynbTaThl 1a00paTOPHOTO T€HETHYECKOTO MCCIEeIOBAHUS
OHMOJOTHYECKOr0 MaTepuasa, MOoJIy4eHHOIO IPU WHBA3UBHOW MpEHATaJIbHOW JUArHOCTHKE,
U 3aKJII0YEHHE Bpaua-TeHETHKa HANpaBIIsAIOTCA JieyallleMy Bpady U B KaOUHET (OTHAEeIeHHE)
AQHTEHATAJBbHOM OXpaHbl IJI0JA, B KOTOPOM MpOBOAMIOCH CKpuHHHrosoe Y3U I

TpUMCCTpaA.
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[Ipuka3 Munszapasa Poccuu ot 19.12.2025 N 7471 "O Ilopsanke okazaHusi MEAUIIMHCKON MOMOIIA
o MPoQuIT0 "aKymIepCTBO U TUHEKOJIOTHS.

CeMbsIM ¢ OTSTOIICHHBIM aHAMHE30M C BHICOKMM PHCKOM IOBTOPHOTO POXKIEHUS peOeHKa C
HACJIEICTBEHHBIM MOHOTEHHBIM 3aboneBanueM ¢ BIIP romoBHoro mosra, nubo ¢ XpOMOCOMHO
naroyiorueii MeIMIMHCKUMH OpraHu3anusaMu cyobekToB Poccuiickoii denepanun 0b6ecrieunBarOTCs
3a00p W HampaBJICHHE MaTepuasa IS MPOBEACHUS HEMHBA3MBHOTO MPEHATAIBHOTO TECTUPOBAHUS
(ompenenenust BHeknerouHod JIHK mmoma mno kpoBu Mmarepu) U IpearMMILIAHTALIMOHHOIO
TFEeHETUYECKOT0 TECTUPOBAHMUS SMOpHOHA Ha MOHOTEHHBIE 3a00JIeBaHMS U Ha CTPYKTypHBIE
xpomocomusbie niepectpoiiku (I1I'T-M, IIT'T-CIIT) B MequiiuHCKHE OpraHu3aIiy, MOABEIOMCTBCHHBIC
denepanbHBIM OpPraHaM UCIOJHUTEILHON BIACTH M HWCIOJHUTEIBHBIM OpraHaM CyOBEKTOB
Poccuiickoit @enepaunn B cdepe OXpaHbl 370POBbs, UMEIOIIUE JIUICH3MIO HAa MPEIOCTaBIICHHE
pabot (yciyr) mo nabopaTOpHONW TE€HETUKEe, B COOTBETCTBUU C TIEpPEYHEM, YTBEP>KICHHBIM
MuHucTepcTBOM 3ApaBooxpanenust Poccutickon Oenepanuu.

[TocranoBnenue [IpaBurenscTBa poccuiickoit @enepamuu ot 29 nexadbpst 2025 roma Ne 2188
«O IIporpaMMe TOCYTAapCTBEHHBIX TapaHTHH OECIUIATHOTO OKa3aHWs TpakIaHaM MEIUITTHCKOM
oMoy Ha 2026 roa u Ha riaHoBbIN niepuoy 2027 u 2028 rogoB»

KommenTapuu: npu nedocmamounHocmu 3aKpvlmus HEPEHOU mMpYyOKU 6 OKOJLONJIOOHblE 600bl
gvloenaomes emanvHvle eewecmsa, Asawuecs ouoxumudeckumu mapxepamu JHT (6 95%
cnyuaes 0ns ausnyearuu u 65-80% ons cnunanvnvix JJHT omxpvimoeo muna). HUsmepenue yposs
A®II pexomendyemces na cpoxe om 16 0o 18 nedenv 6epemennocmu [64].

J PexoMenayercsa mpueM (GOIUEBONH KHUCIOTHI** B cyTouHOW mo3e 3-5 mr/cyr Ha dTame
IUTAHUPOBaHUS OEPEeMEHHOCTH U JI0 OKOHYaHUs TIEpPBOrO TpUMECTpa OEpeMEeHHOCTH s
npoHIaKTHKH TEPATOTeHHBIX 3P PEKTOB, CBSI3AHHBIX ¢ AeHUIIMTOM POITHEBON KUCIOTHI**[363]
YpoBeHb yoeauTeIbHOCTH peKoMeH1aluii B (YpoBeHb 10CTOBEPHOCTH I0Ka3aTeIbCTBA — 3).
KommenTapuu: y orcenuyun 8vicokoeo pucka (panee podxcoen 00NbHOU peOeHOK) npuem 000a8oK
cnedyem HaduHamo ¢ 4 me goauesol KUciomol exrceoOneeHo, Hauunas 3a 1 mecay 0o niaHupyemozo
sauamus. Cospemennas Ouema obecneuusaem NPUMEPHO HOLOBUHY CYMOYHOU NOMPeOHOCmU 6
gonuesou xucrome. Kpome moeo, scenwunam Heobxooumo ynompeobaamv nuwjesvie goaramol u3s
pasHoobpasnoil Ouemvl. Hexomopuvle npenapamvl, 6 mom uucie npenapamsl, AIAOUUECS
aHmazoHucmamu oauedol KUCiomsl, maxKue Kaxk xapbamasenuw, Genumoun u genobapobuman
nosviuarom puck pazeumus [[HT. IIpuem npenapamog 8anbnpoesoul KUciomol A611emcsa akxmopom
pucka JIHT npumepno 6 1[1-2% Oepemennocmei npu npueme 60 6pems OepemMeHHOCMmU.
Pexomenoyromess  6cem  nayuenmrkam ¢ O0emOpPOOHbIM — NOMEHYUATIOM,  NPUHUMAIOUUM

npomueosnujienmuiyecKkue npenapamsl maxKoice NnpuURuUmMamo o0obasku d)Oﬂl/l@GOlj KUucjionisul.
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Onmumanvuvii  ypogenv ¢porama 6 spumpoyumax (900-1000 wmonv/n) ceésazan ¢ 3amMemHO

cHudicennvim puckom JJHT [62, 66].

5.1. IlucniancepHoe HAOJIIOAEHHUE.

JlucniancepHoe HaOJIOJCHUE JETeH ¢ aHOMAIMSIMH (IIOPOKAMH) Pa3BUTHS TOJIOBHOIO MO3Ta
OCYIIECTBIISICT Bpay-TIeIUATP/Bpau-HEBPOJIOT.
. Pexomenayercst AWCIIaHCEpHOE HAOMIOJNEHHE BCEX TMAIMEHTOB C AHOMAIMSMH PAa3BUTHUS
rosioBHOro mo3ra (JlucmancepHslii mpruemM (0CMOTpP, KOHCYJIBTaIMs ) Bpaua-HeBpoiora) [37].
YpoBenb yoeauTeIbHOCTH peKoMeHIaluii B (YpoBeHb J0CTOBEPHOCTH I0KA3aTEIbLCTB — D).
KommenTapuu: orumenvrocms Habarooenus demetl ¢ AHOMAIUAMU PA3GUMUSL 3A8UCUM O CIMeNneHU

nopasiCenHusl 20J106HO20 M0O32a U KIUHUYECKUX I’ZpOfZG]leHI/HZ.

6. Opra}msaunﬁ OKa3aHus MeI[I/IIII/IHCKOﬁ INOMOILIH

IMoka3zanus i rOCOUTATU3ANUH B MeIMIHHCKYI0 OPTaHU3ALMIO:
1. ouaroBasi HEBpOJIOTUYECKAs CUMIITOMATHKA, SIS TUYECKIE IPUCTYIIBI,
2. o0meMo3roBas 1 MEHHUHIe€aJIbHAsI CHMIITOMATHKA;

3. 3aJepXKa pa3BUTHUS

IToka3aHus K BbIIMCKE MAIIMEHTA U3 MeTUIHHCKOM OpraHu3anvm

7. JononnurtenbHass udgopmanus (B TOM umciie (PaKTopbl, BIUSIOIINE HA

HUCXO0/1 3200J1eBaHUS UJIM COCTOSIHUA)

JlononuurenbHas MHGOpPMAaIHSI OTCYTCTBYET.

KpHTele/l OIlEHKH Ka4yeCcTBa MeIUIIMHCKOM MOMOIIH

Kputepun xauecrBa OneHKa BbINOJTHEHUS
JTan nepBUYHOI MEeJUIMHCKON MOMOIIH
BLIHOJ'IHCHU npueM  (OCMOTp, KOHCYJbTAalMsl) Bpada-HEBPOJIOTa| Jla/Her
MepBUYHBII
BeimonHeH mnpueM (OCMOTp, KOHCYJbTallMs) Bpada-o(TaibMoIIora Ja/Het
[EPBUYHBII
Ha3naueHa MarHUTHO-pEe30HAHCHAs TOMOTpadus TOJIOBHOI'O MO3ra Jla/Het
JTan cnenuaJN3upPOBAHHON MeIMIMHCKON MOMOIIU
BrinosHeH npueM (0CMOTpP, KOHCYJIbTAlMs) Bpadya -HEHpOXUpypra mnpH| Jla/Her
HaJIMYUU TPOTpECCUPYIONIeH ruapoedaniun
BrinonHeHa MarHUTHO-PE30HAHCHAash TOMOrpagus TOJOBHOTO MO3ral Ha/Het
(Tpy OTCYTCTBHMHM BBIIIOJHEHHS HA MPEAbIIYIIEM JTale)
BrinonHeHa 3ekTposHiedanorpadus npyu NoJO3PEHUH Ha SITHIICTICHIO Jla/Het
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OI'bY «HMMUILI um. B.A. AnmazoBa» Munszapasa Poccuun

CrpicoeB Kupuin BiaaaumupoBuy, K.M.H., Bpau-HEHPOXUPYPT OTIAEIEHUS] HEHPOXUPYPIUU
st nereit ®I'BY «HMUL um. B.A. AnmaszoBa» Munsapasa Poccun

NBanoB Bagum IlerpoBu4, Bpayu-HEHPOXUPYPr OTACICHUS HEUPOXUPYPTrUM I JETEeH
OI'bY «HMMUILI um. B.A. AnmazoBa» Munszapasa Poccuun

Kaunmos KOpuii AnapeeBuy, K.M.H., iekaH gedeOHoro axkynptere MBI PI'CY
KongakoBa Ouibra bopucoBHa, K.M.H., 3aBeAYIOIIAs OTACIIEHUEM MEIULIUHCKOM

reHeTukn Menuko-reHetnueckoro nenrpa ®I'AY «HMUL 3noposss [ereit» Munznpasa
Poccun

JdembsinoB Cemen BajepbeBMY, Bpau-r€éHETUK OTICICHHUS MEAMIIMHCKON
reHeTukn Menuko-reHetnueckoro nenrpa ®I'AY «HMUL 3noposss [lereit» Munznpasa
Poccun

I'ynkoBa Amnacracusi IlaBjioBHA, COTpyOHUK Ja0OpaTOpuu MEIUIIUHCKOM
reHoMuku Menuko-renernyeckoro nearpa GI'AY «HMMULL 3noposes [deteit» Munznpasa
Poccun

KypxoBa Haranbs BsiyecqaBoBHa, K.M.H., BeIyliud HayuHeli corpyauuk HHWU
neauatpuu M oxpanbl 310poBbs jneteil HKI[ Ne2 ®I'BHY «PHIIX um. akan. b.B.IlerpoBckoroy,
uiieH Coro3a neauatpoB Poccun, unen Accolnaniy METUIMHCKUX T€HETHKOB

IlonoBa Beponuka MmuxaiijioBHa Bpau-reHETUK, Hay4yHbl coTpyanuk HWUW nemuarpun u
oxpanbl 3710poBbs Aeteil HKI[ Ne2 ®I'BHY «PHIX um. akaa. b.B.IlerpoBckoro», unen Coro3za

neauatpoB Poccun

Kondauxkr uarepecon:

Unensl pabGouell rpynmbsl 3asgBWIM 00 OTCYTCTBMM (PMHAHCOBOW HIJIM HeMaTepHaTbHOU
3aMHTEPECOBAHHOCTH MO TeMe pa3paboTaHHOW KIMHMYECKON pexomeHnanuu. UneH(sl) padoueit
rpynnsl, cooOmuBIIKE 00 OOCTOSTENbCTBAX, KOTOpPbIE MOTYT IOBJ€Yb 3a Cc000H KOH(MIMKT
HWHTEPECOB, OBUI(M) MCKIIOYEH(BI) M3 OOCYKIEHHUS Pa3JeNioB, CBA3AHHBIX C 00JAcCThO KOHGIHMKTA

UHTEPECOB.
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[Tpunoxkenue A2. Metoonorust pa3pabOTKH KIMHUYECKUX PEKOMEHIAui

MeTtoaosorust

MeTo1pl, UCTIOJIB30BAHHBIC 711 COOPa/CEIEKIINK TI0KAa3aTENbCTB: MTOMCK B AJICKTPOHHBIX 0a3ax
JIAHHBIX.

Ornucanue METOJIOB, UCTIOJIB30BAHHBIX JUIsI COOpa/CEeNEeKIIMN JTIOKA3aTeNbCTB: JOKA3aTeIbHON
0a3zoii I peKoMeHJaIui  ABJSIIOTCA — myOnukanuu, Bomemmue B Cochrane Library, 6a3et
nanabix  EMBASE, MEDLINE, Clinicalkey ELSEVIER, osnekTtpoHHyl0o  OMOJIHOTEKY
(www.elibrary.ru).

MeTtoabl, HCNIOJL30BAHHbIE JJIS OLEHKH KAYeCTBAa M CHJIbI I0KA3aTEJIbCTB:

- KOHCEHCYC DKCIIEPTOB;

- OIICHKa 3HAYUMOCTH B COOTBETCTBMM C YPOBHSMHU JOCTOBEPHOCTU JOKa3aTE€NbCTB H
YPOBHSIMU YO€IUTEIbHOCTH PEKOMEHIALIUH.

MeTtoapl, HCNIOJIL30BAaHHbIE JAJISI AHAJIN3A 10KA3aTeJIbCTB:

- 0030pBI OIYOJIMKOBAHHBIX METa-aHAIIU30B;

- CHCTeMaTHYeCKHe 0030phI ¢ TAOIHMIIaMU JOKA3aTEIbCTB.

Omnucanye METO0B, HCITOIL30BAHHEIX JUIS aHaIu3a J0Ka3aTeILCTB

[Ipu orOope myOnMKanuii, Kak MOTEHIIUATBHBIX UCTOYHUKOB JIOKA3aTeJIbCTB, UCIIOJIb30BaHHAS
B K&XJIOM HCCJICIOBAHUM METOIOJOTUS U3y4YaeTCs JJIA TOTO, YTOOBl yOEIUThCS B €€ BaJIMIHOCTH.
Pe3ynbrar u3yueHus BIMseT Ha ypOBEHb JOKA3aTENbCTB, IPUCBAUBAEMBIN MyOIUKALIUU, YTO B CBOIO
ouepesib, BIMIET Ha CUITy PEKOMEHIALIHI.

Jns  MUHUMH3AIMA ~ TOTCHIIMAJILHBIX OMMOOK KaXJ0€ HKCCIeJIOBAaHUE OICHUBAJIOCH
He3aBuCcHUMO. JIro0ble pa3nuuus B OlleHKaxX 00CYKIaJMCh BCEH TPYIIOi aBTOPOB B TIOJTHOM COCTaBe.
[Ipy HEBO3MOKHOCTH JTOCTUKEHUSI KOHCEHCYCa IIPUBJIEKAJICS HE3aBUCUMBIM 3KCIIEPT.

Tadauubl J0Ka3aTEJIbCTB: 3aN0JIHSUIMCh aBTOPAMU KIIMHUYECKUX PEKOMEHJAIUH.

MeTtobl, UCTIOJIB30BAHHBIE 17151 (HOPMYITUPOBAHUS PEKOMEH AN : KOHCEHCYC IKCIIEPTOB.

Wuaukaropsl 1o0pokavectBennoi nmpaktuku (Good Practice Points — GPPS)

Pexomennyemas 1oOpokavyecTBeHHas MPaKTUKA O0a3upyeTcs Ha KIMHHYECKOM OIBITE aBTOPOB
pa3paboTaHHBIX PEKOMEH/IAIINH.

IKOHOMHYECKHI aHAJIU3

AHanmM3 CTOMMOCTH HE TPOBOAWJICS MW TNyOnuKamuu 1Mo (HapMaKOIKOHOMHUKE HE
aQHATN3UPOBAIKCH.

Meron Baaanuy peKoMeHaauum

Brennss skcnepTHas olieHKa.

BHyTpeHHsIs SKCIEpTHAsI OLIEHKA.
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Onucanve MEeTo/1a BATMAAIMHA PEKOMEH AN

Hacrosimue pexomeHganud B TNPEIBApPUTENBHOM  Bepcuu  OBUIM  pELiEeH3WPOBAHBI
HE3aBHCUMBIMH JKCIIEPTAMH, KOTOPBIX, IPEXKAE BCETO, NOMPOCUIN TPOKOMMEHTUPOBAThH, HACKOJIBKO
JOCTYIIHA JUIs IOHUMaHWs HHTEPIPETalus 10Ka3aTeIbCTB, JIEXKAIasi B OCHOBE PEKOMEHIALNM.

Bce xommeHTapuu, NOJIy4YEHHBIE OT OKCIEPTOB, TINATEIBHO CHCTEMAaTU3UPOBAINCH U
00CyXanuch WwieHaMH pabodeil rpymiibl (aBTopamMu pekoMeHaanmii). Kax sl myHKT o0cyxaaincs B
OTJEJIbHOCTH.

Koncynabpranus 1 3KCnepTHasi OLEHKA

[TpoexT pekomMeHIanuii OblI PeLleH3UPOBAaH HE3aBUCUMBIMU 3KCIIEPTAMHU, KOTOPBIX, MPEX/e
BCEr0, MOMPOCUIN TPOKOMMEHTUPOBATH JOXOJYUBOCTh U TOUHOCTh MHTEPIIPETALNN JOKA3ATEIbHOM
0a3bl, JIe)KaIIel B OCHOBE PCKOMEHTAITUH.

Pabouas rpynna

JUii OKOHUYATEeNbHOM peNakUUMUd W KOHTPOJS KayecTBa PEKOMEHIALMU ObLIM IOBTOPHO
MPOAHATM3UPOBAHbl YJICHAMH pabodeld TPyIIbl, KOTOpbIE MNPHUILIM K 3aKIIOYEHHI0, YTO BCE
3aMe4yaHusl ¥ KOMMEHTapuu 3KCIIEPTOB MPUHATHI BO BHUMaHUE, PUCK CUCTEMAaTUYECKUX OLIMOOK IpH
pa3paboTKe peKOMEHIAlMi CBEICH K MUHUMYMY.

eneBasi ayAuTOpHs JAHHBIX KIMHUYECKUX PEKOMEHIAIMI1:

1. Bpau akyuiep-ruHeKosor
Bpau-T€HETUK
Bpayd-HEBPOJIOT
Bpay4-HEOHATOJIOT
Bpa4y-HEUPOXUPYPT
Bpay o011eil MpakTUKH (CEMEHBIN Bpay)
Bpauy-o(TaIbMOJIOT

Bpau-neauaTp

© o N o gk~ w DN

Bpay [0 METUIMHCKOMN peabumuTaniu

Tab6auua 1. [lkana oueHku ypoBHEH gocToBepHOCTH JokaszarenbeTB (Y /1) mist meTonos

JUAarHOCTUKH (,Z[HaFHOCTI/I‘-ICCKI/IX BMCIJ_IaTCJ'IBCTB)

YA Pacuiu¢poska

1 Cucrematnueckue 0030pbl HMCCIEAOBAHUNA C KOHTPOJEM pPEePEpPEeHCHBIM METOJIOM WU
CUCTEeMAaTUYeCKU  0030p  paHJAOMHU3HMPOBAHHBIX  KIMHHUYECKUX  HCCIENOBaHUN  C
IIPUMEHEHUEM METa-aHaln3a

2 OT,Z[CJIBHBIG HCCIICAOBaHHA C KOHTPOJIEM pe(l)epeHCHLIM METOAOM HIIM OTACIIBHBIC
PaHAOMHU3UPOBAHHBIC KIIMHUYCCKUC HUCCICAO0BaHUA n CUCTCMATHNYCCKUC O630pBI

HCCIIeJOBaHUI 000r0 I[I/Bal‘/’IHa, 3a HUCKIKHOUYCHUCM PaHAOMU3ZUPOBAHHBIX KIMHUYCCKHUX
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HCCHCHOB&HHﬁ, C IPpUMCHCHHUCM MCTa-aHalin3a

3 HccnenoBanust 0e3 MOCIEAOBATENBHOIO KOHTPONA pe(EepeHCHBIM METOAOM WM
UCCIIEIOBAHMS C pePePEHCHBIM METOJIOM, HE SIBJISIOIIMMCS HE3aBUCUMBIM OT HCCIIETyEeMOTO
METOAAa WJIM HEPAaHJOMHU3UPOBAaHHbIE CPABHUTEIIbHBIE MCCIEJOBAHUSA, B TOM 4YHCIE
KOT'OPTHBIE HCCIIEI0BaHUS

4 HeCpaBHI/ITeJ'IBHI)Ie HCCIICO0BaHMs, OIIMCAHNEC KIIMHUYECKOI'O CiIy4das

5 Nwmeercs nmuib 000CHOBaHHE MEXaHU3Ma JICHCTBUS WIIM MHEHHE SKCIIEPTOB

Ta6auna 2. [llkana oneHku ypoBHEH noctoBepHOCTH AokazarenscTB (Y1) mis meromon
NpOPUIAKTUKH, JICUEHUS W peadunurtanuu (MpoPUIaKTUYECKHUX, JICYCOHBIX, peabMIINTAIlMOHHBIX

BMEIIIATCIILCTB)

Y Pacmmgposka

1 | Cucremarnueckuit 0630p PKU ¢ npumenennem Mera-aHainsa

2 | Ormenbuble PKU u cuctemaruueckue o0030pbl  HCCIEAOBAaHUM Jr00Oro au3aiiHa, 3a
nckimoyenrneM PKH, ¢ npuMeHeHnem Mera-aHanusa

w

HepaH[[OMI/I?;I/IpOBaHHI)IC CPaBHUTCIILHBIC UCCIICAOBAHM, B T.4. KOTOPTHBIC UCCIICAOBAHW A

4 | HecpaBHUTENIbHBIE HCCIEIOBaHUSA, ONHCAHME KIMHUYECKOrO Cllyyash WJIM CEpUHM CIy4aes,
WCCIIEIOBAHMS «CIIy4aii-KOHTPOJIb)

5 Hmeercs numb 0OOCHOBaHHE MeEXaHHU3Ma JEUCTBUS BMEIIATEIbLCTBA (,Z[OKJ'II/IHI/I‘ICCKI/Ie
I/ICCJIC[[OBaHI/IFI) HJIM MHCHHE SKCIICPTOB

Tab6auua 3. Illkana oueHku ypoBHeil yoenutensHOCTH pekomeHgauui (YYP) ans meronos
npoUIaKTUKY, JAUATHOCTUKHU, JIEYEHUS M peadbuiautauuu (MpouIakTHYeCKUX, AUArHOCTUYECKHX,

ne4eOHBIX, peadMINTalMOHHBIX BMEIIATEIbCTB)

YYP Pacuugposka

A CunbHas pekoMeHaanus (Bce paccMaTpuBaeMble KpUTepuH 3 (HeKTHBHOCTH (MCXOIbI)
SABJIAIOTCA BAaXXHBIMH, BCC UCCICAOBAHWA MMCIOT BBICOKOC HJIM YAOBJIICTBOPUTCIILHOC
METOJIOJIOTUYECKOE KAaueCTBO, UX BBIBOJABI 10 MHTEPECYIOIIHMM HCXOAAM SBIISIOTCS
COTJIACOBAaHHBIMH)

B VYcioBHas pekoMeHJalus (He Bce paccMaTpuBaeMble Kputepuu 3((eKTuBHOCTH
(Mcxonpl) SBISIIOTCS Ba)KHBIMM, HE BCE HCCJIEIOBAaHUS HMEIOT BBICOKOE WIH
YJIOBJIETBOPUTEIBHOE  METOJOJIOTMYECKOE KAuyeCTBO M/MJIM  HX BBIBOABI IO
MHTEPECYIOIINM HCX0JIaM HE SIBJIIOTCS COTJIACOBAHHBIMHU )

C Cnabast pekomeHganust (OTCYTCTBHE J0Ka3aTEIbCTB HaJJIeXKallero KayectBa (Bce
paccMaTpuBaeMble KpUTepuu 3(PPEeKTUBHOCTH (MCXOJIbI) SBJSIOTCS HEBAKHBIMH, BCE
UCCIIEOBAHMSI MMEIT HU3KOE€ METOJ0JIOTMYECKOE KayeCTBO M MX BBIBOABI 11O
MHTEPECYIOIINM HCX0JIaM HE SIBJIIOTCSI COTJIACOBAHHBIMHU )

IHopsiaok 00HOB/IEHHS KIMHUYECKHX PEKOMEH A,
Mexanuszm OOHOBJIIEHUS KIIMHUYECKHUX PEKOMEHJALAN MpeayCMaTpPUBAET ux
CHUCTEMAaTUYECKYI0 aKTyall3alliI0 — HE PEXE YEeM OJMH pa3 B TPHU T0Jla, a TaKKe MPHU MOSBICHUU

HOBBIX JOAaHHBIX C ITO3HUIIUU HOKaSaTeHBHOﬁ MCIUIMHBI II0 BOIpPOCaM JUArHOCTHKH, JICYHCHMA,
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NpopUIAKTAKK W peaOuiuTald  KOHKPETHBIX  3a0ojeBaHWi, HAIWYUKW  OOOCHOBAHHBIX

JOTIONTHeHN/3aMeuanuii k panee yrBepka¢HHbIM KP, HO He yamie 1 pa3a B 6 Mecsiies.
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[Tpunoxenue A3. CipaBoYHbIE MaTEpHAJIbI, BKIIOYAasi COOTBETCTBUE MOKA3aHUN K
IMPUMEHEHUIO U TPOTUBOIIOKA3aHUM, CHOCOOOB MPUMEHEHHMS U J103 JIEKaPCTBEHHBIX

IIpCrapaToB, HHCTPYKIHUHU 110 IPUMCHCHHUIO JICKAPCTBCHHOI'O IIPCIIapaTa

1. ®enepanbusiii 3akon oT 21.11.2011 N 323-®3 (pexn. ot 02.07.2021) "O6 ocHOBax oXpaHbl
310poBbs  TpaxnaH B Poccuiickori  ®enepanun"(CoOpanue  3aKOHOJIATEIIHCTBA

Poccuiickoit ®eneparuu, 2011, Ne 48, cr. 6724) (c u3M. W J0M., BCTYIl. B CHIY C

01.10.2021) (https://roszdravnadzor.gov.ru/documents/100);

2. Ilpuka3z MunzapaBa Poccum ot 10.05.2017 1. Ne203n «OO0 yTBEpKIACHHH KPUTEPHECB
KayecTBa OLICHKM MEIUIMHCKON mnomoimy; (3apeructpupoBaHo B MuHiocte Poccun
17.05.2017Ne46740);(http://publication.pravo.gov.ru/Document/View/000120170517001
6?rangeSize=1);

3. ®enepanbHblii 3akoH Poccuiickoit @enepanun ot 29 Hos6ps 2010 r. Ne 326-03 "O06
00s13aTeIbHOM ~ MEAMIIMHCKOM  cTpaxoBaHuu B Poccuiickoir ®Depepauun" (pen.
24.02.2021);

4. llpukaz MunznpaBa Poccum Ne 804n ot 13 oxtsa6ps 2017 r. "OO yTBepkIeHUU
HOMEHKJIATYpbl MEIUIIMHCKUX YCIyr", 3aperucrpupoBaH B Muniocte 7 HOs0ps 2017,
peructpanronnbiit Ne 48808 (pex. 24.03.2020);

5. Ilpukaz Munszapascoupa3sutus Poccun ot 23 urons 2010 r. Ne 5411 "OO6 yrBepkIeHUn
Enunoro  kBaJM(UKAMOHHOIO  CIOpPaBOYHMKA  JIOJDKHOCTEH — pYKOBOAMTEINEH,
cmenManucToB M cayxamux", pasgen  "KBanudukanuoHHblE — XapaKTEPUCTUKU
JIOJDKHOCTEN paOOTHHUKOB B cpepe 3apaBooxXpaHeHus", 3apeructTpupoBan B Muniocte PO
25 aBrycra 2010 r., perucrpanuonnsiii Ne18247 (pex. 09.04.2018);

6. Ilpukaz MunsgpaBa Poccum ot 16.05.2019r. Ne302H (pea. ot 19.11.2020) «O6
YTBEP)KJICHUM MOpSAAKA TMPOXOXKAECHUS IUCHAHCEPHOTO HAONIOJEHHs B TOM 4YHCIE B
nepuos, ~ OoOydYeHHS W BOCIHUTaHUS B 0Opa30BaTENbHBIX  OpPraHM3AIUIX);
(3aperucTpupoBaHo B Munrocre Poccun 07.06.2019 N 54887)
(https://docs.cntd.ru/document/554715762);

7. Mexnaynapoanas knaccudukanus Ooyie3HEeW, TpaBM M COCTOSHUHN, BIMSIONIMX Ha

3popoBbe (MKB — 10) (https://mkb-10.com/);

8. TocymapcTBeHHBINH peectp JIEKapCTBEHHBIX CpeICTB

(http://www.grls.rosminzdrav.ru/grls.aspx);
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http://publication.pravo.gov.ru/Document/View/0001201705170016?rangeSize=1
https://docs.cntd.ru/document/554715762
https://mkb-10.com/
http://www.grls.rosminzdrav.ru/grls.aspx

9. MexnyHapoaHas kiaccudukamus OOJIe3HEH, TpaBM H COCTOSHHUN, BIUSAIONIMX Ha

snoposbe (MKB — 11) (https://mkb-11.com/);

10. Ilpuka3 ot 24 cenrsabps 2020 r. n 1010 «O BHeceHun usMeHeHwii B paznen Il
"Homenkiarypa MemauuuHckux ycayr' HoMeHKIaTypel  MEIUUMHCKHX — YCIYT»,
yTBepkaeHHou [Ipukazom MunucrepcrBa 3apaBooxpanenus Poccuiickoit @enepanuu oT
13 oxts6ps 2017 r. N 804u
(https://normativ.kontur.ru/document?moduleld=1&documentld=378890)

70


https://mkb-11.com/

IHpuioxkenue b. AiropuT™Mbl JeHCTBUH Bpaya

AJIFOpI/ITM BCACHU IMaueHTa ¢ aHOMaJIUAMHU (HOpOKaMI/I) Pa3BUTHA I'OJIOBHOI'O MO3ra

Tl2ImesT © mog0IPEHE B2 SPOEIENEHYI
AHOMATHN {I0]0K) PEIENTHE TOIOEROTa

a3T3

Tpogonmemmns
IHETHOCTHYSIROTO MOHCE E PRGEX

ODYTHE EQ3R03EEN 3360TSEI00

s}
Koncepzarienoe nedenys, Tog60p [ FHpyPIENscnos TeYsHEe
IPOTHEINHISTTHYSE0 H TEETHH IPE
[ PeafHnHTaImE J
[ TacmascepEas HIGORISHTS ]
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Hpuiaoxenue B. Undopmauus A4 namueHra

Bpoxnennsie anomanusi (TOPOKHM) pPa3BUTHsI TOJIOBHOTO MO3ra — TpyIma 3a00JeBaHUM,
MMEIOIIUX Yallle BCEro HeOIaronpusTHBINA MPOTHO3 B OTHOIICHUH BBI3JIOPOBIICHUS. Y peOeHKa MOTYT
ObITh Pa3NUYHON TSDKECTH MpOoOJeMbl CO 30POBHEM U TMPOSBICHHUS OOJIE3HH, B TOM YHUCIE
SIUJIETICHS, HO MOXKET ObITh U OECCUMIITOMHOE TeUeHHe 3a0oiieBaHusl. B pe3ynbraTte KOMILJIEKCHOTO
oOcnemoBaHusi peOEHKAa Bpadyll pPa3HBIX CHENHATbHOCTEH (HEHPOXHUPYPTH, HEBPOJOTH, TCHETUKH H
Jp.) YCTAHABJIMBAIOT, HACKOJBKO TSDKEIOW SBIISIETCS BPOXIACHHAs aHOMaMs (IIOPOK) pa3BUTHUS
TOJIOBHOT'O MO3T'a, €CTh JIU HEOOXOAUMOCTh B ONEPATUBHOM JICUEHUU, MOXKET JIM JaHHAs aHOMAaJHs
ObITh YacTbIO HACIIEJCTBEHHOTO 3a00JIeBaHMS, a TaKKe OMNPENENSIeTCs MPOTHO3 B OTHOILICHUH

Ka4deCTBa )KM3HU U BO3MOKHOCTH BBI3JJOPOBJICHHA C IlaHHOfI ITaTOJIOTHCH. .

Ipunoxenne I'I-I'N. HIkanbl omeHKH, BONPOCHMKHM H [pPyrue OLEHOYHbIE
HHCTPYMEHTBbI  COCTOSIHUSI  NMANMEHTAa, T[PUBEJACHHbIE B  KJIHMHHUYECKHUX

PEKOMCHIAAIINAX

He paspabomanui
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