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B cTatbe npepcTaBneHbl AaHHbIE NUTEPATYpPLI U CyYait AnarHocTuku cuigpoma CTNNB1 (CTNNB1-NDD) y pebeHka c Ue-
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In this article, we report a case of CTNNB1 syndrome (CTNNB1-NDD) in a child with cerebral palsy and also provide
a literature review on the problem. CTNNB1 syndrome is an exceedingly rare and poorly studied disorder, which makes
it particularly interesting due the difficulties associated with its diagnosis and description of the disease phenotype,
as well as highly polymorphic clinical manifestations. Verification of the diagnosis is important to determine the prog-
nosis of a child with cerebral palsy and visual impairment, as well as for reproductive planning in the family.
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B Hacrosiee BpeMst cpey y4eHbIX M PAKTUKYIOIIUX
Bpayeil HET OAHO3HAYHOTO MHEHMUS O MPEUMYIIECTBEH -
HOM 3THOJIOTUYECKOM (haKTOpe pa3BUTHSA LiepeOpaIbHO-
ro napanuya [1]. YacTo npuumHa BBISIBIEHHOIO Liepe-
OpajbHOro Napajnya sBJaseTCs MPeIMETOM JIUTEIbHBIX
00CYyXJIEeHUI U CIIOPOB C POAUTEIISIMU peOeHKa, a TAKXKe
CyIeOHbBIX UCKOB C POJIOBCIIOMOTATEIbHBIM YUPEXKICHU -
eM. OmHaKO MMEHHO y MaTepeli C OTSTOIIEHHBIM aKyIIep-
CKO-TMHEKOJOTMYECKUMM aHAMHE30M Hajluuue y pedeHKa
($aKTOPOB T'MIMMOKCUYECKOTO BO3AEWCTBUS HE UCKIIOYAET
JIPYTUX IPUIHH, O0YCIOBIMBAIOIINX (DOPMUPOBAHIE KITH -
HUYECKOU KapTUHBI LiepeOpaibHOro Mapajivuya v 3aaep-
XKW pa3BUTHSL.

IIpencraBiasieM KJIMHUYECKUIA cllydyaid BbISIBICHUS
C TIOMOIIIBIO METOIOB TeHeTUIECKOI TMAarHOCTUKY (ITOJTHOE
CEKBEHMPOBAaHME 9K30Ma) PEIKOTO TeHETUYECKOTO 3200-
neBanus — cunapoma CTNNBI-NDD — y pebeHka c aeT-
CKMM LIEpEOpaIbHBIM MapAIMYOM, 3aAE€PKKOM IICUXOMO-
TOPHOTO Pa3BUTUSI, C XPOHUUYECKOW BHYTPUYTPOOHOI
TUMIOKCHE U acUKcUell cpemHeil CTeNeHU TSIKECTU
B poAax B aHaMHE3e.

KnuHuueckui cnyyau

Anamnes. Pebenox om 5-ii 6epemennocmu. Ilepsas be-
pemeHHocmb — eHemamouras (2015 e.), 2-3 — aHamoOpuonus
(2016 e.), 3-3 — enemamounas (2016 e.). Ilpogedeno He-
CK0/AbKO NONBIMOK 9KCMPAKOPHOPAAbHO2O ONA000MEOPEHUsL,
2-51 nonbIMKA 3aKOHYUAACH NPEPbl8aHUem OepeMeHHOCU Ha
cpoke 15 ned eecmayuu 6 c6sa3u ¢ OUACHOCMUPOBAHHBIM
Y naoda cundpomom Jlayna. bepemennocms npomexana c ye-
pozoii npepvigarus 6 1 u I mpumecmpax (¢ KpossHucmoimu
8bl0eNeHUsMU) U C pa3gUumuem 2ecmosa, 2ecmayuoHHo20 ca-
XxapHoeo duabema, eenamosa u anemuu 8 111 mpumecmpe.

Peberok pooduacs Ha cpoxe 40 Hed eecmayuu, poost 1-e,
onepamugHble, Nymem KCMPEHH020 Kecapesa ceverus @ Ces3uU
C BbIAGNCHHBIM HaPYUIeHUEM COCMOsIHUS n100a (YXyoulerue cep-
Oeuroil dessimenvHocmu,). Ouenka no wikane Aneap — 7/8 6annos.
IIpu poxcoenuu macca mena 3050 e, pocm 52,0 cm, okpyscHocme
201086bL 33,0 cm, okpyxcHocms epyou 32,0 cm. Juaenocmuposar
8pPOJICOCHHbII NOPOK cepoua — MbluleuHblil Oeghekm medciceny-
doukoeoil nepecopooku. Ha 8-ii Oenv peberok evinucan u3 poo-
doma. lonosy depacum c 4 mec. B ces3u c 3adepackoii husuuec-
K020 pazeumusi pooumenu o0pawjailcy K Heepoaozy no Mecmy
JHcUmMenbemea,; 6pauu 00sACHAAU, YMO KAUHUYECKAs KapmU-
Ha 8bI36aHA cMeujeHuem welinblx no3eonkos. Ilposodunoce
AeveHue yepedpoauzurom. B eozpacme 6,5 mec, co cro6 po-
dumeneil, pazeuacs 0OHOKPAMHbLIL NPUCMYN 6 8Ude MOHUYe-
CK020 HANpAdCeHUs meaa U KOHeuHOCmel OAUMenbHOCMbIO
Heckonvko cekynd. Tlpu nposedenuu sanexkmposnyegharoepa-

@uu (drumenvrocmoro 30 mutn) snusenmugopmHoll aKkmug-
HOCMU He 8bls16AEHO.

B 6o3pacme 8 mec ycusnu podumenu obpamuauce
3a KoHcyavmayueil 6 kaunuky “Epihelp”. Pebenxy 6ot ycma-
HoeaeH caedyrouuil duaenos: «lemckuil yepebpanvHblil na-
paauy. Cnacmuueckuii mempanapes. 3adepicka ncuxopeye-
6020 u MomopHoeo pazeumus. Mukpouepanus. Cxodsaueecs
Kocoenasue».

Heepoaozuueckuii cmamyc. Qopma 20108b1 Mukpoye-
ganvHas, okpyscHocms 20108bi 43 cm. CosHanue sicHoe. Peak-
yus Ha ocmomp adexkeamuas. Konmaxkmy docmynen gop-
MmanvHo. Peuv nonumaem uzdupamenvro. Jxcnpeccugnas peyb
6 gude omadenbHbiX 36yKoKkomniekcos. Obuemo32080ii u me-
HUH2eanbHOl CUMNMOMAMUKY HA MOMEHM O0CMOMpPA Hem.
Yepennvle Hepavl: ommeuaemcs cxodsueecs Kocozaasue cie-
84, NOCMOsIHHOe.

Jleucameavhas cehepa. [0108y depocum yeepento, nogo-
pauueaemcsi co CRUHbL HA HCUBOM U C HCUGOMA HA CHUHY.
U3 nonoscenus aexca He cadumces, no3y cuos He ydepicusa-
em. Camocmosamenvro He noazaem. Bepmuxaauzayus om-
cymcmgyem. ObseM NACCUBHBIX U AKMUBHBIX 0BUNCEHUL
6 KOHEUHOCSIX 02PaHUMEH 8 AYHe3aNsCIHbIX U 201eHOCHONHbIX
cycmagax. Onopa Ha NOAHYI0 CIMONY PAGHOMEPHA C 2 CIOPOH.
Yemanoeska cycmasoe HuscHux KoHeuHOCmell IK8UHOBAPYC-
Hasa. Molweunas cuna 6 epxXHux U HUNCHUX KOHEUHOCHAX
(8 npokcumanvHulx u ducmanvHolx omdesax) — 3 barna. Moi-
weuHbLil MOHyc nogolilen no cnacmuyeckomy muny. Cyxo-
JHCUNbHBIE pehaeKchbl HA 8ePXHUX U HUICHUX KOHEUHOCMAX
noevluieHsl, pagHomepHul ¢ 2 cmopoH. Ilponamoprnas ycma-
Hogka kucmell ¢ 2 cmopoH. Hapywenue menxoii momopuku
6 pykax. Yyecmeumenvhas cpepa opueHmupogouHo 6e3 u3-
MeHeHu.

Pesyrvmamot o6caedosanusn. Maenumno-pe3oHancHas
momoepaghus 20108H020 M032a U MACHUMHO-PE30HAHCHAS
aHeuozpagus apmepuil U 6eH 20108H020 M032a (6 603pacme
10 mec): MuHUMANbHBLI NEPUBEHMPUKYASAPHBLI 2AUO3 BOKDYe
00K08bLX JiCceny0ouK08, Haubonee 3aMemHbLil Ha YPOoBHe 3a0HUX
D0208; NPUHAKU MUHUMAABHBIX amMpPopuUecKux usMeHeHull
Ha ypogHe MedUuanbHuix 0maenos 8UCOYHOI Kocmu ¢ 0beux
CMOPOH, ACUMMEMPUHHOEe PACUIUPEHUe XOPUOUAANbHOL wjeau
cnpaga; 08ycmopoHHee pacuiupenue nepurespalbHo20 npo-
CMPAHCMBa 3pUmensHo20 Hepea; MedudibHas U38Umocms
IKCMPAKPAHUANBLHORO CeeMeHma NPasoil GHympeHHell COHHOU
apmepuu; 1amepanbHas U38UMoCMb 160 6HYMPEHHEl COH-
HolUl apmepuu.

Hounolii eudeoanrexmposnyeghanoepagpuueckuii MOHUMO-
puHe (6 6o3pacme 10 mec): snurenmuueckux npUcmynog, nam-
MepHO8 FNUAENMUYECKUX NPUCYNO08 U INUAENMUPOPMHOIL
AKmMUBHOCMU 8 X00e UCCAe008aHUS He 3ape2UCmpPUpPO8aHo.
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Ixoxapouoepaghus (6 eospacme 9 mec): 8pocoerHbLil
nopok cepdua, mvluie4rbli OegheKm mexncicenydo4Kosoll ne-
Dpe2opodKU ¢ MAnbiM COPOCOM.

Koncynvmauus epaua-ogpmansmonoea (6 eozpacme 10mec).
Muaenos: H50.0 Kocoenasue coopyscecmeentnoe cxoosaujeecs
MOHOAamMepanbHoe CAeéa, ¢ 8ePMUKANbHbIM KOMNOHEHMOM,
nocmosrtoe. C0JCHbLIL 2UnepmMemponu1ecKiil aCmueMamusm
c1aboii cmeneHu caesa, ¢ Kocoli 0Cbro, 6€3 0CA0HNCHEHUL.

Koncyasmauyus mpaemamonoea-opmoneda (6 6o3pacme
10 mec): demckuil yepebpanvHblili napasuy, cChacmMu4ecKuil
mempanape3. JxeunogapycHas ycmanogka cmon. Pexomen-
008aHO CAHAMOPHO-KYPOPMHOE NeveHle.

Meduko-noeoneduneckoe uccaedosanue (8 eozpacme 1 eo-
da 2 mec): cnacmuko-napemuteckas ousapmpus. 3adepicka
peuesoeo pazeumus.

Koncyasmayus meduyunckoeo ncuxonoea (8 éospacme
1 200a 2 mec). B xode ncuxonoeuteckoeo 06c1e006anus Manb-
YUK KOHMAKmMy 00CMYNneH. 3pumenbHulii KOHMAKmM co 83po-
cavim onmumansHolii. DoH HacmpoeHus: pogHbLIH. IMoyuo-
HanbHble NPOsBAeHUs A0eK8aMHbl CUMYAuUU 00c1e008aHUS.
Peacupyem na coocmeennoe ums, 3naem unenog cemou. 06-
DPaWerHyI0 peds NOHUMAaem u3upamensHo, NPOUHOCUM Om-
OenvHble 36yKuU, croeu. Heckonvko nenemmoix u obueynompe-
oumenvHbix c108 (0k040 5). IIposersem Hecmolikuil uHmepec
K npedaodicenHomy 3adanuto. Tpocmyro uncmpykyuio auino-
Hsem COBMECMHO C 83POCAbIM «pYKa 6 pyke». Temn desmenv-
Hocmu poenbiil. Pabomocnocobnocms cuudxicena. Iloznasa-
menbHble HABBIKU U YMEHUs OpMUPYIOMC C 3a0epIHCKOLL.
CercopHoe gocnpusimue U npeomemuas 0essmeasbHoCy 8 CIa-
Ouu opmuposanus. Opuenmayus @ cxeme meaa Ha HA4AAbHOM
amane ¢opmuposanus. Bedywuii mun 3anomunanus nenpo-
u3gonwHblll. Haennono-oeiicmeentoe mvluiienue 6 npoyecce
gopmuposanus. llposersiem unmepec K uepywKam, npeonot-
meHue omdaem My3blKaAbHbiM. Jlelicmeus ¢ uepyuKamu Ho-
cam MaHunyaamueHulil xapakmep. Bedywas pyka He onpe-
denena, meakas momopuka Hedocmamounas. Haswiku
camoobeayxcusanus 6 cmaouu gopmuposanus. Ilamonoeu-
yeckux ghopm nosedenus He Habarodaemcs.

Koncynemauyus eenemuxa 6 éozpacme 1 2oda 2 mec: pocm
85 cm, macca mena 12 ke, okpyscrHocms 201086t 44 cm. Apko-
8UOHble 6POBU, 3a0CMPEHH bl KOHYUK HOCA, YOAUHEHHbLI cena-
JCeHHbLIl hunvmp, ceemaas Koxca (cm. pucyrok). Ilposedero
NOHOe CeK8eHUPOBAHLE IK30MA, 0OHAPYICEH 8aAPUAHM 8 2eHe
CTNNBI, chr3:41233836T>TA, c.1494dupA, p. His499fs. Ba-
PUAHM NPUBOOUM K COBU2Y PAMKU CUUMbIBAHUSL U HADYULEHUIO
cunme3a noAHOpasmepHoeo Oeaxa. Onucan 6 b6ase 0aHHbIX

“Clinvar” kax namoeenHblil. Dmom eapuarm omcymcmayem
8 baze danHbix 300po6oeo Hacenerus (gnomAD). [lo kpumepu-
am ACMG namoeennviii. Hacnredcmeennocmo ne omseouiena.
Jluaeno3: napywenue pasgumus HepgHOI cucmeMbl co cnac-
muueckoil dunnezuell u deghekmamu 3penus, AcCOUUUPOBAHHOE
¢ namoeenHvim eapuarmom 6 eene CTNNB 1. Puck nosmope-
HUs 3a001€8aHUsL 0151 NOCALOYIOUUX DepeMeHHOCmell, 6eposim-
HO, HU3KUIL, MeM He MeHee NPeHamanbHas uau npeuMniaHma-
YUOHHAS OUASHOCMUKA MOodcem Obimb npogedena.

Denomunuueckue ocobennocmu pedenxa ¢ cunopomom CTNNBI
Phenotype of the child with CTNNBI syndrome

B ¢Bs131 ¢ BBISIBJICHHBIMU HapyIICHUSIMU TIPOBEICHO
o0ceqoBaHNE POAUTENICH: METOIOM IPSIMOTO aBTOMATH -
YeCKOIro CeKBeHMpPOBaHMS o CaHTepy MCCIeAOBaH IeH
CTNNBI. Hykneotuanas 3ameHa chr3:41233836T>TA
He OOHapyxXeHa.

PeGenok HaGomaeTcsl B AMHAMUKE; TIPOBOASITCS pe-
a0MIMTaLIMOHHBIC MEPOIIPUSTHS B COOTBETCTBUH C PaHee
paspaboTaHHOI porpamMMoii. CaMOCTOSITEILHO CamuTCs
¢ 1,5roma. B Bo3pacre 1 roga 9 mec peGeHOK IiepeBOpayn-
BaeTCsl, IIOJI3aeT Ha YeTBepeHbKaX, Hayal BCTaBaTh Y OIO-
pbl. CoxpaHeH 3pUTeNIbHBIN KOHTAKT, peUb IIpeACTaBIeHA
OTIEJbHBIMU KOPOTKUMU CJIOBAMM («IIail», «<MaMay, «JIe-
JIa»), KOTOPBIE OH MTOBTOPSIET, HO HE MCIOJIB3YeT IS 00-
pameHnsi. KOHTaKTHpYeT ¢ pOaUTEeISIMHA U IPYTUMU B3pO-
CJIBIMH. YKa3aTeJIbHOTO XKeCTa HeT, ITOKAa3bIBaeT B3IJISIIIOM.

B oredecTBeHHOI IMTEpaType MBI HE BCTPETIIIN OITH -
canus ciaydaeB cuHapoma CTNNBI-NDD.

PaccrpoiicTBo pazsutust HepBHOiT cuicteMbl CTNNBI1
(CTNNBI-NDD) npencraBisieT co00il ayTOCOMHO-IO0MU-
HaHTHOE 3a00JIeBaH1e, OOBIMHO BEI3HIBAEMOE ITATOTCHHBIM
BapuaHToM B reHe CTNNBI de novo. Ten CTNNB1 pacmio-
JIOKEH Ha 3-i1 XxpoMocoMe Ha ydacTke 3p22.1 Ha mapax
ocHoBaHuii ¢ 41236328 mo 41301587 (c6opka reHoMa
hgl9). Ien CTNNBI urpaet BaxXHYIO pOJb B pa3BUTHU
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M CO3pEBaHUM MO3Ta, 1 IOTepsl ero (OYHKIIMU ITPHUBOIUT
K Ipo6eMamM ¢ 00yyeHreM U naMsThio. UMeHHO moaToMy
cunapom CTNNBI mpexnae Bcero cBsI3aH C 3alepxKKOit
B Pa3BUTHUM,/yMCTBEHHOM OTCTAIOCThIO [3, 5, 6, 8].

Iepsoie cayyau cunapoma CTNNBI1 Oblmu onmrcaHbl
B2012r

PacnpoctpanenHocts. B Mupe noaTBep>XaeHO OKOJIo
300 ciiygaeB CTNNBI-NDD. OpueHTUpoBOYHO 3a00J1€e-
Bae€MOCTh, IO CYIICCTBYIOIIMM OIIEHKaM, COCTaBJISIET
2,6—3,2 1a 100 TeIC. HOBOPOXIEHHBIX [13].

CTNNBI-NDD cnenyet npenmnosaraThb y IallueHTOB
CO CJICAYIOIIUMH KJIMHUISCKUMU JTaHHBIMH:

— 3aJiepxKKa pa3BUTUSI OT JIETKOM J0 INIyOOKOM WUJIU yM-
CTBEHHAS OTCTAJIOCTD;

— 3KccymaTHUBHas BUTpeopeTuHomnatusd [2, 4, 14, 17,
18, 20];

— J1I000M U3 CASAYIOLIUX OOIIMX ITPU3HAKOB, ITPOSIBISI-
IOIIMXCS B MJIAJICHUYECTBE WM ACTCTBE: TUIIOTOHUS
TYJIOBUIIA, CITACTUYHOCTb B KOHEYHOCTSIX, TUCTOHMSI,
HapyIIeHUS ITOBEICHYsI, BKIIOYasi pACCTPOMCTBA ayTH-
CTUYECKOTO CITeKTpa, HeBHUMATEIbHOCTD, THIIePaK-
TUBHOCTb, arpeCCysl, WICHOBPEANTEIbCTBO, BCIIBIIIIKHI
rHeBa, HapylleHus cHa 1 0ecroKoucTBo. Mukpolie-
damst (<2 SD HibKe cpeaHero 3Ha4YeHUs C ITOIPaBKOM
Ha BO3pacT 1 o). Ipyrue ohTaIbMOIOrMIecKIe JaH-
HbIE, BKJTIOYAsI aHOMAJINK pedpakinu (0OIM30pyKOCTh,
TUIIEPMETPOITHST, ACTUTMATA3M) U KOcoriasue [6].
MeHee pacipocTpaHEHHBIMU ITPU3HAKAMM, TIPOSTBIISI-

IOIIMMMCS B MJIAZICHYECTBE WJIM ACTCTBE, SIBJISTFOTCS OTpa-
HUYEHHE BHYTPUYTPOOHOTO POCTa, HEBBICOKMIA POCT, TPYI-
HOCTH C KOPMJICHHEM, CKOJIMO03, XapaKTepPHbIC YEPTHI
JIMLIA Y JIOOEH ¢ pacCTPOMCTBOM Pa3BUTHUSI HEPBHOM CHC-
teMbl CTNNBI. Bojnee yactblie mpuU3HaKU: BBITYKIIBIIA
KOHYMK HOCa, TOHKAsI BEpXHSISI ry0a, MaJeHbKIE HOCOBBIC
CKJIAJIKM U JJIMHHBIN U IIaAKUM XKeJI0O00K; MeHee pacIipo-
CTpaHEHHbIC HaXOIKW — HAKJIOHHBIC TJIA3HBIC IIEIU U
TUIIOTEJIOPH3M.

I'eneTnueckoe KoncyiabrupoBanue. CTNNBI-NDD —
ayTOCOMHO-IOMUHAHTHOE PacCTPONCTBO, OOBITHO BBI3BI-
BaeTcs MaTOreHHBIM BapraHTOM de novo [10—12, 21]. Pen-
Ko mauueHThl ¢ nuarHo3oM CTNNBI-NDD nacnenyoT
natoreHHbI BapuaHT CTNNBI ot pomureneii. [Tocie
BBISIBJIEHUS TatoreHHoro BapuaHta CTNNBI y nmoctpa-
JIAaBIIIETO YJIeHA CEMBbH BO3MOXHO IIpEHATAIbHOE U IIPEI-
WMILIAHTaIlMOHHOE TeHETUYECKOE TECTUPOBAHME.

Mounexynsapnsbiii marorene3. CTNNBI xomupyet Oeta-
KaTeHMH, KOAKTHBATOP B CUTHAJIBHOM ITyT! Wit — IpeBHEM
GUIOTEHETUIECKOM ITYTH PETYJISILIMKI Pa3BUTHUS U IIOIIEP-
KaHMS TOMeoCcTa3a TKaHel 3a cueT nmponudepanuu, 1ud-
¢epeHIIMALINY 1 aIlloIITO3a KJIETOK, 1 KIII0YEBOM KOMIIO-
HEHT B KOMIUIEKCE aire3uy KaareprnHa, He0OXOIUMBIIN TSI
MEXKJIETOUHOM aare3uu. MccaenoBaHus in vivo Ha HOKa-
YTUPOBAHHBIX MBIIIIAX MIPEIIIOJIaraioT, YTO B3aMMOIEICT-
BMSI OeTa-KaTeHUH,/KaATepUH PETYIUPYIOT CHHAIITUIESCKYIO
IUTACTUYHOCTh M HEMPOHHYIO CETEBYIO CBSI3b, M MX HApY-

IIEHXE MOXET IPUBECTHU K IIOPOKAM pPa3BUTHUS MO3Ta 1 Ha-
PYILEHUIO pa3BUTUsSI HEPBHOI cucteMsl [16, 19, 22]. Cur-
HaJIbHBIH ITyTh Wit TakKe MMeeT pellaolee 3HaYeHME TSI
Pa3BUTHS COCYIOB TIJIa3a y MJIeKOMMTaImmX. HapyieHue
PETYJISIINN TIepeIadi CUTHAJIOB HOppHHA-0eTa-KaTeHUHA,
BBI3BAHHOE NTAaTOTeHHBIMU BapHaHTaMM B TeHaX, KOIUPY-
IOIIMX KOPEUENTOpHI 1151 auraHaoB Wnt, Takux kak LRP5
n FZD4, u nurangos NDP, mpuBoguT K neekraM aHTHO-
IreHe3a, CBSI3aHHBIM C CEMEMHOM 9KCCYIaTUBHOM BUTPEO-
petuHonaTuei [14].

Kimnuyeckune xapakrepucTuku. PaccTpoiicTBoO pa3Bu-
tus HepBHOU cucteMbl CTNNBI1 (CTNNBI-NDD)
XapaKTepU3yeTCsI BO BCEX CITyJasXx KOTHUTUBHBIMU HapYIIIe-
HMSIMM OT JIETKOH 10 TiyboKou crenenu. Y 39 % 3aperuc-
TPUPOBAHHBIX MALIMEHTOB BBISIBIISUIACH 9KCCYIaTUBHAS BU-
TpeopeTUHOMATUS, O(PTATbMOJOTUUCCKU NUArHO3,
COOTBETCTBYIOILLIMI CEMEMHOM SKCCYIaTUBHOU BUTPEOPE-
truHONATUU. O 3HAYMTEIIPHBIX HAPYIIEHUSIX 3pEHMS CO00-
wanocb y 17,5 % (10/57) GonbHbix; U3 HUXxy 7 % (4/57)
ImoaTBepXaeHa ciernora [9, 12, 15, 17, 20]. dpyrue od-
TaJbMOJIOTUYECKUE JaHHbIE, OOBIYHO HaOJIOdaeMble
y MallMEeHTOB ¢ HApYIICHUSIMU Pa3BUTHS HEPBHOI CUCTE-
MBI (TIpA OTCYTCTBUM SKCCYTATUBHOI BUTPEOPETHHOIIA-
THH), BKJIIOYAJIA KOCOIIa3ue U aHOMaJIMU pedpaKInu:
aCTUTMATU3M, OJIM30PYKOCTh ¥ TUIIEPMETPOIIHIIO.

I1o mepe pa3BuTusi 3a001eBaHUSI B HEKOTOPBIX CTyda-
SIX OTMEUYEHO IPOTPECCUBHOE YXYIILICHNE CIIOCOOHOCTHU
K TIEPeABIKCHUIO I KOTHUTUBHBIX (DYHKIINIA, YTO MOXET
OBITH CBSI3aHO C ITIPOTPECCUPYIOIICH CITACTUIHOCTHIO B KO-
HEYHOCTSIX W/WIn HapymeHnnem 3penus [10, 11, 19, 21].

CracTMYHOCTh B KOHEUHOCTSIX 9aCTO IIPOrpecCupyeT
C BO3pacTOM, XOTs Y HEKOTOPBIX MJIaJICHIIEB BO3MOXHA
MBbILLIeYHAsl TUIIEPTOHUS yKe Ipu poxaeHuu [11]. Yaie
OIMMCaHO MTopakeHNe HIKHUX KOHeYHocTel [4, 11, 17].

JlucroHus1 — HauboJIee pacIpoCTpaHEHHOE U3 3aperu-
crpupoBaHHbIX TIpu CTNNBI-NDD nBurarenbHBIX pac-
CTPOMCTB — MOXET ObITh OYaroBOil WX reHepaaIn30BaHHOMN
[6, 20]. OrMcaHbl ciiydyan OGpaTiKUHE3UH, OPATBHO-JINILIC-
BOI OUCITPAKCUU, alIPaKCHUM B3IJIsIa BBEPX M XOPEOATETO-
UIHBIX aBuxkeHuii [10, 17, 21]. B psage ciiydasx onucaHa
arakcmyeckas roxoaka [10, 11, 20, 21].

3amepkKa pedr BcTpedaeTcs 9acTo. [1epBbie c1oBa BO
MHOTHX CTyJasix (popMUPYIOTCS C 3aIep>KKOil, HO HEKO-
TOPBIC MALIMEHTHI TOBOPST MPEIUIOKEHUSIMH, OTMEIAIOTCS
pedeBas arpakcus ¥ nu3apTpus. Bospact mosiBinenus mep-
BBIX CJIOB Y TTALIMEHTOB C 3aIePXKKOI pa3BUTHS BApbUPOBAT
ot 12 mec o 14 net. Bo3pacT hopMupoBanms ¢hpa3oBoit
pedn coctasiisil oT 6 10 14 et

HeiipoBudyaiusamms. B 60JbILIMHCTBE CIy4aeB BU3Y-
aJIM3allysl TOJIOBHOTO MO3Ta HE BBISIBJISIA OTKJIOHEHMH OT
HOPMBI; BBISIBJICHHBIC CTPYKTYPHBIC aHOMAJIMH TOJIOBHOTO
MO3Ta BKJIIOUYAJIU TUITOILIA3MI0 MO30JIMCTOTO TeJla, TUIPO-
1eaanio, TUIIOIUIA3UIO CTBOJIA MO3Ta, 3aIePKKY IBYCTO-
POHHE MUEIMHU3ALIMU JOOHBIX A0JIei, apaxHOMJAIbHYIO
KUCTY M JIOOHYIO maxurupuio [7, 11, 21].
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Junddepennuanbuag nuarHocTuka. KorHUTUBHBIE
1 MOTOPHBIE OCOOCHHOCTH PacCTPOMCTBA HEPBHOTO pa3-
Butuss CTNNB1 (CTNNBI-NDD) cooTBeTCTBYIOT 1iepe-
OpanpbHOMY Iapainyy, ABUTaTeIbHBIM PacCTPOMCTBAM
(HampuMep, HACJEICTBEHHOM CITACTUIECKOM ITaparIeTN)
¥ HapyIIeHUSIM KOTHUTUBHOTO Pa3BUTHS.

OdranpMoaoTUECKNE OCOOEHHOCTH CUHIpOMa
CTNNBI-NDD coBrnamarmT ¢ TAKOBBIMU TIPY JPYTHX TUTIAX
3a00JIeBaHUI ceTUYaTKU Yy AeTell, BKJIIoUasi peTUHOIIATUIO
HEeIIOHOIIIeHHBIX, 0osie3Hb Koyrca, 6omesns Hoppu [14]
U TIEPCUCTUPYIOIIYIO COCYIUCTYIO CeTh Iutona. Pasaudue
MEXIY 9TUMU HapyIICHUSIMH UMeeT OOJIbIIOe 3HAUCHUE
IIPY OLIEHKE COCTOSIHUS CETYATKH.

Puck nj1s moromcTBa mpodanma. Y KaXmoro u3 aeTei
nauveHTa ¢ CTNNBI-NDD BeposITHOCTb Hacjie1IOBaHUSI
naroredHoro Bapuanta CTNNBI cocrasnsier 50 %.

Jleyenne. Cniennrueckoe ieyeHre oTcyTcTBYeT. I1po-
rpamMMa BeIeHUS MallMeHTa BKIII0YaeT HaOI0IeHIE Y He-
BpOJIOTa, JIOTOIIea, peaOdINTOIOrA, IETCKOTO O(hTaIbMO-
Jjora, cypaoJjora.

B Hacrosiiee BpemsI cormacoBaHHbBIX KITMHIMYECKMX 1 -
arHOCTUYECKMX KPUTEPUEB IS PacCTPOCTBA HEPBHOIO
pasButust CTNNBI1 (CTNNBI-NDD) He oImy0/ImMKoOBaHO.
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