HEBPONOTUYECKUIA XKYPHAT umenn J1.0. BADAJIAHA. 2025; 6(2): 113-119
https://doi.org/10.46563/2686-8997-2025-6-2-113-119

KnuHnuyeckne cnyyan

KNUHWUYECKNI CNYYAI
© KOJUTEKTWB ABTOPOB, 2025

XaputoHoBa H.A., bacapruHa M.A., Basunosa H.B., YBakuHa E.B., Hecteposnu M.W.

Cunppom NMannucrepa-KnnnuaHa B npakTuke neguarpa s g
N HeBpoJiora

OTrAY «HaunoHanbHbI MeANLMHCKWIA NCCNeRoBaTENbCKUIA LIEHTP 300poBbsA aeTei» MuHsgpasa Poccum, 119991, Mocksa, Poccua

PE3IOME

CuHgpom Nannuctepa-Kunnnana (tetpacomms 12p, CMHAPOM MO3anyHol n3oxpomocombl 12p) (OMIM#601803) — peakoe reHeTMyecKoe 3a-
60oneBaHVe, XapaKTepu3yioLeecs MHOXXeCTBEHHbIMY aHOMANMAMUN Pa3BUTUA U YMCTBEHHOW OTCTaNIOCTbI0. YacToTa BCTPEUaeMoCTy COCTaBNSA-
et 5,1:1000 000. [inA HOBOPOXKAEHHDIX C AAHHBIM CUHAPOMOM XapaKTePHbI MblLLeYHasa rMNoTOHNA, B CBA3U C YeM AeTU UCMbITbIBAIOT 3aTpya-
HeHWe Npu AbIXaHUW U NPOBNEMbI C KOPMIIEHWNEM; YEPEMHO-TULEBON AMCMOPPU3M: «rpyboe» NL0 — BbICOKMI BbICTYMaloWMin 106, Kocble
rnasHble Wenu C SNUKaHTOM, TNepTesiopy3M, LUINPOKNIA 1 YNOLWEHHBIN HOC C BbIBEPHYTbIMM HO3APAMM, HU3KO MOCaXeHHbIe 1 ANCnnacTny-
Hbl€ YLK, MUKPOTHATUSA, LUMPOKUIA POT C BbIBOPOTOM HIPKHEN Ty6Obl, TOHKas BEPXHAA ryba B popme «iyka KynupaoHa». Y 60nblIMHCTBa AeTen
BCTPEYALOTCA BbICOKas JIMHUA POCTa BOJIOC, ABYCTOPOHHSAA TOOHO-BMCOYHAs anoneums, pefjkue 6poBU Niv pecHuLbl, y4acTK/ TMNonmnrmeHTa-
LK B BUAe CBET/IbIX MATEH UM Nonoc. B HeBponornyeckom craTyce Yalle BCero oTMevaeTca cepbé3Has 3afepxKa TeMnoB peyeBoro, MOTop-
HOTO U VHTENNIeKTYasIbHOrO Pa3BUTUSA, XOTA ONUCAHO 1 Gonee «MsArkoe» TeueHne 6onesHn. XapakTepHbl cneyuduyeckre paccTponcTea peun.
[na BepudmrKaumm grarHosa Heob6xoAMMO nccnejoBaHve ByKKanbHOro anutenus unm ¢pnbpobnactos ¢ nomolbio FISH-aHanm3sa. MporHos
3aboneBaHyA HebnaronpuATHbIN. Ero Take ycyrybnsaet Hannuve rny6boKoi NHTeNNeKTyanbHOW HefJOCTaTOYHOCTU 1 BO3MOXHOE pasBuUTve
cypopor. Cneumduueckoro neyeHns NaumneHToB He pa3paboTaHo. B 3aBUCMMOCTY OT KNMHUYECKNX NPOABNEHUI NIEYEHNE MOXET BKIIOYaTb
XVPYPrmyeckytlo KoppeKLMIO BbIABIEHHbIX BPOXAEHHbIX HapyLleHnn. OfHUM U3 BaXKHbIX 3TanoB BeileHUA NaLMEHTOB C TakUM JMarHo30Mm AB-
nseTca paboTa ¢ NCUXOIOraMu U Nefaroramu, CrnocooCTByoLan NOAAEPMKAHMIO MHTEIEKTYaNIbHOIO Pa3BUTUA 1 colmanm3auun pebéHka.

B cTaTbe NpuBeféH KNMHNYECKUIA CNlyyall BefleHun pebéHka ¢ cnHapomom Mannuctepa-KnnnmaHa, a TakKe coBpemMeHHble B3rsAabl Ha aua-
rHOCTVKY laHHOTO 3a60/eBaHuA.
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ABSTRACT

Pallister—Killian syndrome (tetrasomy 12p, mosaic isochromosome 12p syndrome) (OMIM#601803) is a rare genetic disease characterized by
multiple developmental abnormalities and mental retardation. The frequency of occurrence is 5.1:1,000,000. Newborns with this syndrome
are characterized by muscular hypotension, which causes children to experience breathing difficulty and feeding problems, craniofacial
dysmorphic disorder: a “rough” face — a high protruding forehead, oblique eye slits with epicanthus, hypertelorism, a wide and flattened
nose with turned-out nostrils, low-set and dysplastic ears, micrognathia, a wide mouth with an inverted lower lip, a thin upper lip in the
shape of a Cupid’s bow. Most children have a high hairline, bilateral frontal-temporal alopecia, sparse eyebrows or eyelashes, and areas of
hypopigmentation in the form of light spots or streaks. The neurological status most often shows a serious delay in the pace of speech, motor,
and intellectual development, although a more “mild” course of the disease is described. Specific speech disorders are also characteristic.

To verify the diagnosis, the child needs to examine the buccal epithelium or fibroblasts using FISH analysis. The prognosis of the disease is
unfavourable. It is also aggravated by the presence of profound intellectual disability and the possible development of seizures. Currently, no
specific treatment for patients has been developed. Depending on the clinical manifestations, therapy may include surgical correction of the
identified congenital disorders. One of the important stages of managing patients with such a diagnosis is working with psychologists and
educators to support the intellectual development and socialization of the child.
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The article presents a clinical case of managing a child with Pallister-Killian syndrome, as well as current views on the diagnosis of this

disease.
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Cungpom ITamnmucrepa—Kunnuana (CIIK; Terpa-
comusl 12p, CUHAPOM MO3aWYHOU M30XPOMOCOMBI 12p)
(OMIM#601803) — peakoe reHeTUYECKOe 3a00JieBaHUE,
XapaKTepu3ylolleecss MHOXECTBEHHBIMU — aHOMaTUSIMU
Pa3BUTHUS U YMCTBEHHOM OTCTAJIOCTHIO.

BriepBble cMHIpOM OBIT OMUCAH aMEPUKAHCKUM
BpauoM Duurnmom [Tamumctepom B 1977 1., a B 1981 1.
0 MaHHOM 3aboseBaHuU coobmuau Mapus Teuwep-Hu-
koja u Boabgranr Kunnuan. OgHako tojabko B 2003 r.,
koraa @. [Mammctep MpoBENT XPOMOCOMHBIN aHAIU3 (u-
O0po0acTOB KOXU, ObUIO OOHAPYXKEHO HaJluyue TETPaco-
muu 12p [1, 2]. Y, ecinu mepBUYHO YACTOTa BCTPEYAEMOCTH
natojioruu oneHuBanach kak 1 : 20 000 HOBOPOXIEHHBIX,
TO C pa3BUTHEM MOJIEKYJISIPHO-TEHETUIECKOW TMAarHOCTH -
KM JaHHBIM Mokazatenb coctaBui 5,1: 1000000 [3, 4].
Ha cerogHsHuil AeHb 3apeTUCTpUpOoBaHO 0KoJio 30 ciy-
yaeB CIIK B Poccuu u uyth 60siee 200 3a pydeskoMm.

Majbie CBepXUMCIeHHBIE MapKepHble XPOMOCOMBI
(MCMX), BriepBble onucaHHbie B 1961 1., — omHa u3 ca-
MBIX CJIOKHBIX ITATOJIOTHI XPOMOCOM C TOYKHU 3PEHUSI BITH -
STHUSI UX Ha (beHOTUIT manuenTa. Yarie Bcero 3To qomoJ-
HUTEJbHBIN 3JIEMEHT KapuoTUIla, UMEIOIINI HeOObIIOMN
pa3Mep U TPYIHO MOMIAOIINICS UAeHTU(DUKAIIUN, B CBSI-
31 C YeM OH TpeOyeT MPUMEHEHUSI CIIEIUATbHBIX METOIOB
MOJIEKYJISIPHOI IIMTOTEHETUKM C LIEJIbI0 X OOHAPYKEeHUS.
OcHOBHBIM U3 Takux TonxomoB aBisgercda Mmeron FISH
(pmroopecueHTHAst TMOPUAU3ALUS in Sifu), TIO3BOJISIIOIIIA
WCCIIENIOBATh MOCIeN0BATEIbHOCTh HYKJIEMHOBBIX KHMCIIOT
BHYTPHM KJIETOK MJIM Ha MeTada3HbIX XpoMocoMax [3, 6].

CIIK sgBnsiercs ogHON M3 4 CUHAPOMAJIBHBIX (HopM
MCMX u ob6ycioBneH Hamuuuem 4, pexe 6 [7, 8] konuii
KOPOTKOTO Tijiedya 12 XpoOMOCOMBI BMECTO HOPMaJbHBIX
IByX. JlOTOJHUTENbHbIE KOMUM OOHApPYKUBAIOTCS, CO-
OTBETCTBEHHO, B BuAe 1 unu 2 uzoxpomocom (MCMX),
KOTOpBIe TIPUCYTCTBYIOT HE BO BCEX KJIETKaxX OpraHu3Ma
(Mo3anM3M), a UX MeXaHW3M 00pa3oBaHUsS ITOCTOBEPHO
He omnpenenéH [1, 9].

Bo3MOXHO, TIpU OTCYTCTBUM pAaCXOXIEHUsS TO-
MOJIOTUYHBIX ~ XPOMOCOM  (CECTPUHCKUX  XPOMATH]I)
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BO BpeMs BTOPOTO MAeJIeHUs Meilo3a B SileKJIeTKax B
12-1i xpoMocoMe HaurHaeTcsl GopMUpoBaHUE N30XPOMO-
coMbl 12p (i(12p)), BcneacTBUe Yero KjieTka uMeeT aBe 12-x
XpPOMOCOMBI, a MOocjie €€ OMIOAOTBOPEHUS B 3UTOTE MPU-
CcyTcTBYIOT 47 XxpoMocoM. bouibiliast yacTe U3 HUX Oruoda-
€T, OJJHAKO B HEKOTOPBIX LIEHTPOMEpA NEIUTCS TaK, YTO
KOPOTKHE TJIEUM CIMBAIOTCS B OHY U30XxpoMocomy [10].

IMpennonaraercs Takxe, 4TO 3a00JIeBaHUE Pa3BUBAET-
Cs BCJIEACTBUE CITOpaAMYeCcKUX MyTauuil nmpu (Gopmupo-
BaHUM XEHCKUX MOJOBBIX KJIETOK, OJHAKO yOeAUTEIbHBIX
JTAHHBIX, TOATBEPKAAOIIUX X-CUEIUIEHHbIA TUIT HACIEI0-
BaHUs, HeT [2].

KnunHunuyeckasn KapTuHa

Hnsa HoBopoxneéHHbix ¢ CITK xapakTepHbl: MbIlIed-
Hasl TWTIOTOHMS, B CBS3M C YEM JETH WCITBITHIBAIOT 3a-
TPYIHEHUE TIPU ABIXAaHUU U TPOOJEMBbI C KOPMIJICHUEM;
YEpEeMHO-JIULIEBON NUCMOPDU3M: «TpydOe» JIUII0 — BbI-
COKMI BBICTYMAIONINH JIOO, KOChIE TJIa3HbIe 1IN C -
KaHTOM, TUTIEPTEIOPU3M, IIUPOKUI U YIUIOIEHHBIN HOC
C BBIBEPHYTBIMU HO3IPSIMM, HU3KO MOCAXKEHHbBIC U HC-
IUTACTUYHBIC YIIN, MUKPOTHATHUS, ITUPOKUIA POT C BBIBO-
pPOTOM HIDKHEM TyOBI, TOHKAsI BEpXHSISI Ty0a B popMe «JTyKa
Kymunona». ¥ HEKOTOPBIX TAaIMEHTOB AMATrHOCTUPOBAHA
pacuiesiMHa BepxHero Heba.

Y GOJIBIIMHCTBA AETel BCTPEUAIOTCsI BHICOKAsI TMHUS PO-
CTa BOJIOC, IBYyCTOPOHHSISI IOOHO-BUCOYHAST AJIOTIEIIVS, Pell-
K1e OpPOBM WJIM PECHULIbI, y9aCTKY TUTIOTIMTMEHTAIIUY B BU-
Jie CBETJIbIX TATeH uau nojioc [4, 9, 11, 12]. Takxke onuchl-
BaIOTCS AUCTUIPO3, TOMOJIHUTENIbHbIE COCKHU, ITT03 [12, 13].

B HeBposiornueckoMm cratyce OTMeualoTcs TiyboKast
WHTEJUIeKTyallbHas HENOCTATOYHOCTh W CepbE3Hasl 3a-
JIEp>KKa TEMIIOB PEYEBOrO M MOTOPHOTO Pa3BUTUS, XOTS
OMNCAaHO U 0oJiee «MSITKOe» TeUeHUe 3a00JIeBaHUS B BUIE
JIETKO ¥ yMEPEHHOI CTETIEHN YMCTBEHHOM OTCTAIOCTH.

B 3HauuTenvHOW CcTereHu mis JAaHHOTO CUHApPOMA
XapakTepHbl crnenuduyeckre paccTpoiictBa peuyu. Tak,
TIepBhIE CJI0BA MOSIBJISIIOTCS B peur peOEHKA TOTHKO B BO3-
pacte 3 net [13].

Clinical cases
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Psn ya€HBIX yOMUHAIOT, 9TO 10 9 Mec XXKU3HU Y 00JTb-
HBIX OTCYTCTBYET (popMUpOBaHUe pedyeBoit pyHkunu [13].
M. Blyth 1 coaBT. Ha OCHOBaHMM aHalM3a UCTOPUU 0O-
JIe3HN 22 MaLlMEHTOB C 3TWUM 3a00jieBaHMEM B BO3pacTe
oT 4 Mec 10 31 rojga coobIIaloT, YTO TOJIBKO YacTh OOJBLHBIX
(31,8%) ncnojp30Bajiu B peyn y3HaBaeMble 3BYKH, HAIO-
MMHAOIIME CJIOBA: «<MaMa» WM «mamna», 18,2% wusnasanu
TOJIBKO 3BYKH, U | MaLIMEHT UCITOJIb30BAa SI3bIK 3KeCTOB [4].

YuuTeIBasi TUITIOTOHUIO MBIIIIIL POTOBOM ITOJIOCTH, 3a-
NIEePXKKY peYeBOTO Pa3BUTHS W HapyIIeHUE apTUKYJISILINH,
BO3MOXHO ITPEIITOJIOXUTh, YTO pedeBasi alipaKCHUsI MOXET
OBITh OTHMM 13 OCHOBHBIX KOMITOHEHTOB PacCTPOMCTBa
BKCcIpeccuBHOM peun y nauueHToB ¢ CITK [13].

Tsx€nas 3agepkkKa MOTOPHOTO Pa3BUTUSI TaKXKe Xa-
paKkTepHa Ul JAHHBIX MalMeHTOB. OMHICaHO, YTO CPETHUI
BO3pacT, Korma peb€HoK HaumHan nois3atb, — 10,8 Mec,
camMocCTosITeNbHO cuaeTh — 21,2 mec, xomuth — 38,8 Mec,
YTO OOYCJIOBJICHO BBIPAaXXEHHBIM CHIUKEHHEM MBIIIIEYHOTO
ToHyca [14, 15].

N3 22 nmauuentoB 40% nerteil He MOINIM CUAETH Oe3
TIOAIEePKKU 10 1 roma, v TOJIbKO 9 YeI0BeK HaYaIk XOAUTh
B Bo3pacTe ot 16 mec mo 8 ner [4].

Hns 6onpHbIX ¢ CITK xapakTepHO Hajquuue TTOPOKOB
pa3BUTHSI TOJIOBHOTO MO3Ta, CEpACYHO-COCYINCTOUM CH-
CTeMBI (KOAapKTallMs WUIM CTEHO3 a0pThI, OTKPBITHIA apTe-
PUABHBIA MPOTOK), aHOMAJIMKA Pa3BUTHUS JETKUX (THIIO-
TUTa31sl), MOYEIIOJI0BOM (KPUIITOPXU3M) U OTIOPHO-IBUTA-
TeJBbHOM cucTeM (KMMDOCKOINO03), KEITYTOTYHO-KUIIIETHOTO
TpakTa (BpOXmEHHAs muadparMaiabHasl TpbDKa, aTpe3us
aHyca), HapyllIeHue 3peHus 1 cayxa [2, 12, 16].

n HCTPYMeHTaJIbHaA QNarHoCTukKa

[Iupokuii crieKTp BPOXAEHHBIX 1e(PEKTOB TOJIOBHOTO
MO3Tra, KOTOpbIe MOXKHO OOHApYKUTh HA MAaTHUTHO-PE30-
HaHcHo# Tomorpacduu (MPT) wim KoMIplOTepHOIT TOMO-
rpadun (KT), moMoraer oOBSICHUTH HEBPOJOTHYECCKYIO
CHMIITOMATHUKY, MMEIOLIYIOCS Y HEKOTOPHIX IMAllMeHTOB
[16]. B xpynHeiilieM Ha CETOAHSAIIHMI I€Hb MCCIEI0Ba-
uun A. Wilkens 1 coaBT. 0OHapyxuian, 4yto B 73% ciay4da-
eB (M3 59 manMeHTOB) HAPYIIEHUS B HEBPOJIOTUICCKOM
cTaTyce COIPOBOXIAINCH CTPYKTYPHBIMU M3MEHEHUSIMM,
MOATBEPXKAEHHBIMU MUHCTPYMEHTAIbHO [17].

YMeHbllleHue 00bEMa TOJIOBHOTO MO3Ta CO BTO-
PUYHBIM YBEJIMYECHUEM pPa3MEpoOB CyOapaxHOMIATbHBIX
MIPOCTPAHCTB, 0a3aJbHBIX IIMCTEPH U XKEJIyIOYKOB MO3-
ra — Han0OoJjiee YacThIii MPU3HAK, BBISIBISIEMBINA Y OOJIBHBIX
¢ CIIK. B 6ombliIeit creneHr 3TO KacaeTcst OOIbIITNX MOJTy-
LIapuit, B MEHbIIIE — MO3XeuKa UM CTBoJIa. B HeKoTo-
DBIX CIIy4dasix IopakeHre HOCUT Tuddy3HBII Xapakrep.

B03MOXHBIMU 3THOJIOTUYSCKUMM (DAaKTOpaMH MOTYT
SIBJIATBCSI HApYIIEHUE Pa3BUTUS TTAPEHXUMBI 1,/ UJIU TIOBbI-
IIEHHBIN allONTO3, BTOPUYHBINA IO OTHOIIECHUIO K U3MEHE-
HUSM, JiexanM B ocHoBe CITK u cymopoxHoit akTUBHO-
CTHU, €CJIA OHA TIPUCYTCTBYET.

[Ipu HelipOBU3yaIN3aIIUU BBISIBIISTIOTCSI:

* pasaU4YHbIC BPOXKIEHHBIC TIOPOKU, TAKKME KaK TUCTH-

HEe3MsI, aTMHE3M s, TUTIOIUIA31sI MO30JIMCTOTO TeJa;
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* IMOpaXeHNE MO3TOBBIX 000JI0YeK (TUITOTUIA3US MU
JacTUYHAS KaIbIIM(UKAIIMS cepria O0IBIIIOTO MO3ra
¥ paclIMpeHre MeKKeJeBoi neniephl). OObI3BeCTBIIC-
HUSI TBEPIOU MO3TOBOI 000JIOUKU, KaK IPABUIIO, SIB-
JISTIOTCST GU3NOIOTMYECKIM, XOTSI U PEIKUM SIBJIICHU -
€M, ecJIi B aHaMHe3e 00JIbHOTO He ObLIO T1ain3a, T'1-
neprapaTipeos3a Uik CyonypanbHbIX KPOBOU3IUSHUIMA.
Pacmmpenue nemepsl Mekkenst MOXET TaKxXe SIB-
JISITbCSI BAPUAHTOM HOPMBI WM OBITh OTpaXkKeHUEM
BPOXIEHHOM MAaTOJIOTUY TBEPAOU MO3TroBOit 0060J104-
KU € YY4ETOM COMYTCTBYIOLINX aHOMasnii cepra. Kpo-
Me TOTO, UX CBSI3b C TBEPIOI MO3roBOI 000JOUYKOIA,
BEPOSATHO, BIMSIET HA aHOMAJIBHOE TTOJIOXKEHHUE U XOJT
HIDKHETO CaruTTaJIbHOTIO CHUHYCA M BeHbI ['aneHa;

* aHOMaJIMSI pa3BUTHSI OEIOTO BellecTBa (IJIM03, Hapy-
LIeHWEe MUETMHU3ALINN);

* aHOMaJIsI Pa3BUTHS KOPBI (TAXUTUPHUS, TIOJTUMUKPO-
TUPHS C OMHOU MY HECKOJBKUMU JIOKATU3AIIUSIMH:
JIOOHas, 3aThIJIoYHast obaacTu oo nuddy3Has). Tak-
K€ BCTPEYAIOTCS COOOIIeHUS 00 aHOMAaJIbHOM pa3BU-
THUM TIEPUCUILBUEBOI 00JIACTH MO3Ta, TIPUBOISIINE K
W3MEHEHUIO TOHYCA aPTUKY/ISILIMOHHON MyCKYJIaTyphl
¥ HapyIIEHUSIM PeYeBOTO Pa3BUTHSI, KOTOPHIE YACTO
CBSI3aHBI C JETCKOM ampakcueill peyr (aHaJoTUJHast
KapTHUHA HAOJI0maeTCsl MPU IBYCTOPOHHEN Tepu-
CHJIBBUEBOI MOJIMMUKporupun) [16, 18].

IToMumo 3TOrO, HaGMIOAAETCS UBMEHEHUE UHTEHCUB-
Hoctu MP-curHana pa3imyHoM JloKaau3auuu: oT 6eg10ro
BelllecTBa OOJBIINX MOJYIIapuil (KOTOPHIE TPOSBISIOTCS
B BHII¢ OYAroBOTro IOBBIMIeHUS Ha T2WI-n300paxeHusx
BCJICACTBUE HAPYIICHWI MHWETWHU3AINUMN (TUIIO/IUCMM-
eJIMHU3AINS), JTU00 TIOHIKCHUS — W3-3a KalblU(puKa-
LIM1) IO CTBOJIOBBIX CTPYKTYP, Oa3aIbHBIX TAHTIINEB U KO-
PBI TOJIOBHOTO MO3Ta.

Bce mnepeunciieHHBIE aHOMAJIMUA YacTO IIPUBOIST
K Pa3BUTUIO (DOKAJIBHON SIMMICTICUH, TSKEIBIM HapylIle-
HUSIM PEYeBOro ¥ MOTOPHOTO pa3BuTus [16].

ITpu nposenernnu KT/MPT-uccnenoBaHuii TOJIOBHOTO
MO3Ta TaHHBIE MOTYT BapbUPOBATH OT TIOJTHOTO OTCYTCTBHS
MMaTOJIOTMYECKNX WM3MEHEHHWI (4To HaOomaeTcs pexe)
10 OOHAPYKEHUST MHOXXECTBEHHBIX ITOPOKOB pa3BuTus [16].

Bo3MOXXHO TMpeanoaoXuTh, YTO HApyIIeHWE MUTpa-
LIMA HEWPOHOB MOXET ObITb MPUUYMHON HEBPOJIOTUYECKOTO
nepuuurta y amveHToB ¢ CITK 6e3 puarHocTMpoOBaHHBIX
MOPOKOB Pa3BUTHSI KOPbI TOJIOBHOTO Mo3ra. J1j151 oOHapyxKe-
HUS TaKuX Ae(eKTOB HEOOXOIUMO ITpoBeIeHe 0ojee TOH-
Kux cpe3oB MPT B pexxuMe BICOKOTo paspenieHus [16].

Jns ouenku crenenu nospexaeHus npu CIIK rak-
XK€ MOXET OBITh IIpUMEHEHa (hPyHKIIMOHAIbHAS OJVDKHSIS
nHbpakpacHas criekrpockonus (ObUKC). DTo HenHBa-
3MBHASI TEXHOJIOTHS ONITUYECKOI BU3yalIM3allni, MTO3BO-
JISIOIAs UCCIeN0BaTh TeMOIMHAMHKY TOJIOBHOTO MO3Ta.
AnanornyHo ¢yHKIMoHaNbHON MPT, B0O3MOXHOCTH
HelpoBU3yalIn3aluu cBsi3aHa ¢ (U3MOJIOTUYECKUM (he-
HOMEHOM, TaK Ha3bIBAEMBIM «T€MOAMHAMUYECKUM OTBE-
TOM» — OBICTPBIM JIOKAJbHBIM ITOBBIIIICHUEM MO3TOBOTO
KPOBOTOKAa B OTBET Ha (bYHKIIMOHAJILHYIO aKTHUBAIIUIO
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KnuHunuyeckne cnyyan

HEWPOHOB B COOTBETCTBYIOIIEH 30HE (BIUIOTH IO IOJ-
Horo coBnaneHus) [13]. IIpeumymectBom GBUKC mpu
paboTe ¢ AETbMU SIBJISIETCSI OTCYTCTBHME HEOOXOIUMOCTU
COXpaHEHUSI HETIOMBMKHOCTU ITAllMEHTa BO BpPeMSI HC-
CIIeIOBAaHUSI, a TAKXKe MOIOJHUTEIbHBIX pa3npaxxuTencit
B Bume 1mryma [19].

EnuHCTBEHHOE Ha CETOMHSAIIHMI OeHb UCCICIOBaHNE
¢dBUKC, npoBenénHoe y pedénka ¢ CITK, moka3biBaer
3HAYUTEJIbHO 00Jiee HU3KYIO aKTMBHOCTh B JIOOHBIX M BU-
COYHBIX IOJISIX IIPM BHITIOJTHEHUM KaK BepOaJbHBIX, TaK
1 HeBepOAIBbHBIX 3amad 10 CPAaBHEHUIO C €ro 3IOPOBHIM
OpaToM-0JIU3HELIOM.

B wenom, pesynbraThl aHanuza GBUKC remomum-
HaMMYECKH ITOATBEPKOAIOT HAPYIICHWE IBHUTATEIBHBIX
1 KOTHUTUBHBIX IPOIIECCOB B JOOHBIX M BUCOYHBIX JO-
JISIX. A M3MEHEHHe aKTHUBHOCTH MO3Ta OTpaXaeT SI3BIKO-
BYIO M PEUYEBYIO TUCHYHKIIMIO KaK XapaKTepHOE MPOSIB-
JneHue 6oxe3nu [13].

I'Ipe|-|a'ran bHaA ANarHOCTMKa

BnepBoie CIIK gmarHocTupoBaH  IpeHATaJlbHO
B 1985 1., ¢ Tex mop omy6imkoBaHO He 6osee 100 ciayva-
€B BHYTPUYTPOOHOI IMArHOCTUMKU 3aboyeBaHUsI. ITO,
IMO-BUIMMOMY, CBSI3aHO C IIMMPOKOI BapHaOebHOCTHIO
(eHOTUIMYECKUX TTPU3HAKOB, HAUMHASI OT KJIACCUIECKUX
BBIIICOITMCAHHBIX OCOOCHHOCTEH M 3aKaHIMBAs JIUIIb HE-
3HAYUTEJbHBIMU HApYIICHUSIMU IUTMEHTaluu. B To ke
BpeMsl, YYMTBIBasl XapaKTEepHBI TKaHecTel(pUIecKuit
MO3auII13M, BO3MOXKHBI JJOXKHOOTPUIIATEIBHBIE pe3yIbTa-
THI IIUTOTCHETUICCKUX UCCIICIOBAHMI, B CBSI3U C YeM HOP-
MaJIbHbI XpPOMOCOMHBI aHAJIM3 HE UCKIIIOYAET HAJIUYUE
y peOEHKA MaTOJIOT M.

CornacHO UMEIOIINMCS JaHHBIM, YPOBEHb OOHApYXKe-
HUsI 130XpoMocoMbl 12p cocrassier 64,7 n 91,4% niist 06-
Pa3IoB U3 BOPCHH XOPHMOHA M aMHUOTUYECKON XUIKOCTHU
COOTBETCTBEHHO.

HanbGonee pacnpocTpaHEHHBIMU TIpeHATaJTbHBIMU
VJIBTPa3BYKOBBIMM TIpU3HAKaMU CMHIpoMa B | TpumecTpe
SIBJIAIOTCS ~ YBEJWMYEHUE  TOJIIMHBI  BOPOTHHUKOBOTO
IIPOCTPAHCTBA M TMITOILIa31sI HOCOBOM KOCTH, TOTIa KaK BO
11 TpumecTpe yale Bcero 1MarHOCTUPYIOTCSI MHOTOBOAUE,
nradparMajabHasl TpblKa, YKOPOUCHUE IJIMHHBIX KOCTEH,
BEHTPUKYJIOMETAJINS 1 Pa3IUNIHBIC TTOPOKM PA3BUTHSI CEP-
JIEIHO-COCYIUCTO cucteMsbl [20].

B 2020 r. kuTtaiickue yuyéHble OyOJIMKOBaIU PE3yiib-
TaThl MCIOJIb30BaHMS HEMHBA3MBHOTO IIPEHATAJIbHOIO
TecTa (aHaJIM3 BEHO3HOI KPOBU MaTepy Ha CPOKE recra-
muu 6osiee 10 Hem MJIST BRISIBJICHUSI XPOMOCOMHBIX aHO-
Mayuii y oga) ¢ ueabto quarHoctuku CIIK Ha paHHUX
cpokax OepemMeHHOCTU. B xome uccienoBaHUs AOMOJI-
HUTEJIbHbIE KOTIMU KOPOTKOTo 1iedya 12-i1 XxpoMOCOMBI
3a(UKCUpPOBaHbI B 3 ciiydyasix. B 2 U3 Hux mpu nposee-
HUM yJIbTpa3ByKoBoro uccienoBanus (Y3U) obuiu nu-
arHOCTMPOBAHBI MHOXECTBEHHBIE CTPYKTYpHBIE aHOMA-
JIUU, U POAUTENIU BbIOpasn NpepblBaHUE OEPEMEHHOCTH.
I[Ipu mpoBegeHMM XPOMOCOMHOTO MUKPOMATPUYHOTO
aHanm3a abOpTHUPOBAHHOTO MaTepuaja OOHapyxKeHa
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MO3auW4yHasl TeTpacoMus mo 12-i1 mape, COOTBETCTBYIO-
masa CAK. B TpeTbeM ciydyae aHaJOTMYHbBIE U3MEHEHUS
IWATHOCTUPOBAJIM HAa OCHOBAaHUM KapMOTUIIMPOBAHUS
1 XPOMOCOMHOI'0 MUKPOMATPUYHOIO aHaIM3a aMHHUO-
THUYECKOM XMIKOCTH. B MTOTE B KaXXIOM U3 TPEX CIydyacB
IIpH TTOMOIIIM HEMHBAa3UBHOTO IIPEHATAILHOTO TeCcTa 00-
HapyXeHO HaJIM4YMEe M30XPOMOCOMBI 12p, a mocienyio-
1ee MpeHaTaJbHOe MM IOCTHATAaJbHOE TECTUPOBAHUE
MOATBEpAUIIO nuarHo3 [21].

MocTHaTanbHaA gUarHocTuKa

Bepudukanuss nmarHosa — OCHOBHas IIpobjieMa
noctHatanbHOi auarHoctuku CIIK. CranmaptHoe 1u-
TOTCHETUIECKOE HCCIICAOBAaHME XPOMOCOMHOIO Habopa
KYJBTYPbl TUMOOLUNTOB NepudepruIecKoil KpoBU HE UC-
KJII0YaeT Hajuuue y ped€HKa MmaToJIoTUU, IMO3TOMY Heo0-
XOIMMO MCCJIeNOBaHWE OYKKAJIBHOTO SIUTEIUS WU (Du-
6pobsactoB ¢ momonibio FISH-ananusa ¢ nocnenyroeit
KOHCYJIbTaIlMel TeHETHKA M HEBPOJIOTa, a TAaKXKe MHCTPY-
MEHTaJIbHOE 00C/IeI0BaHNe UISI BBISIBJICHUS BPOXIEHHBIX
IMOPOKOB OPTraHOB U cucteM [3, 7].

HecMmoTpst Ha TO YTO B JIMTEepaType yXKe ONMUCaHbBI He-
KOTOpBIE BHIBI MO3aWIIM3Ma M BapUAHTHl TEHETUIECKOTO
CcOCTaBa M30XPOMOCOM, YETKAST KOPPEISILIMS MEXIy TeHO-
TUTIOM 1 (PEHOTUIMYECKUMU OCOOCHHOCTSIMU HE BBHISB-
JieHa, B cBg3u ¢ yeM aguarHoctuka CITK 3aTpynHena [22].
IMposinenuss CIIK BapbupyloT B 3aBUCMMOCTH OT TOTO,
Kakasi TKaHb UMEET TOIOJTHUTEIBbHBIA XpOMOCOMHBIN Ma-
tepuan [2]. Takum ob6paszom, CIIK yamie Bcero muarHo-
cTUpYyeTcs ciydaiiHo [3].

JduddepeHInaIbHBINA IMarHO3 MPOBOAUTCS C TUITO-
MenaHo3oM MTo (i KOTOporo XxapakTepHbI HaJIM4He
YMCTBEHHOM  OTCTaJOCTH, WH(MAHTUIBHBIX CIIa3MOB
M YYaCTKOB T'MITOIMMTMEHTALIMU CO CIIEM(UIHON ncUYep-
YEHHOCTBIO WJIY 3aBUTKAMM) U CHHAPOMOM TpUCOMMU 12p
(c xapakTepHBIMM (DEHOTUITMICCKUMHM W3MECHEHHUSIMU
U MBIIIEYHO TUTTOTOHMEN) [2].

JleueHme

Cnenndpuyeckoro nedeHus namyeHToB ¢ CITK He pas-
paboTaHo. B 3aBUCMMOCTH OT KIIMHUYECKUX ITPOSIBJICHUI
JICYEHNE MOXET BKIIOYAThb XUPYPTUUYECKYIO KOPPEKIIMIO
BPOXIEHHBIX HapylIeHUN (IIOPOKOB Pa3BUTUSL Ceprcd-
HO-COCYIXCTON X MOYEIIOJIOBOM CUCTEM, XKEIYyIOUYHO-KU-
IIEYHOIO TpaKTa, YePEITHO-JIMIIEBBIX aHOMAJIUIA), PECIH-
pPaTOPHYIO MOIACPXKKY, PeadMIMTAIIMOHHBIE MEPOIPHsI-
THSI, HaIpaBJICHHBIC HAa YBEJIMYCHUE MBIIMICYHON MacChl
U YJIy4YIlIeHWe MOTOPUKM, CUMIITOMATUYECKYIO TEPaIIMIO.
OmHMM M3 BaXXHBIX 3TaroB BeaeHus mamueHToB ¢ CITK
ABJIIeTCS paboTa ¢ IICUXO0JIOraMU M TefgaroraMu, crocoo-
CTBYIOIIAs MOANEPKAHNIO WHTEIICKTYaJIbHOIO Pa3BUTHUS
U colanu3aunu peoénka [2, 10].

MporHos

ITporno3 npu CIIK HebOmaronpusatHbeiii. Ero Taxkxke
yCyryoJsieT Halnure rIyOoKOM MHTEUIEKTYaJIbHOM HEelo-
CTAaTOYHOCTH U BO3MOXKHOE pa3BUTHUE CYIOPOT.

Clinical cases

L.O. BADALYAN NEUROLOGICAL JOURNAL (Nevrologicheskiy zhurnal imeni L.O. Badalyana). 2025; 6(2): 113-119



HEBPOJIOTMYECKUI XKYPHAIT nmenm 11.0. BAOATIAHA. 2025; 6(2): 113-119

https://doi.org/10.46563/2686-8997-2025-6-2-113-119

OnuncaHune KNNHNYECKOro ciyyvan

JeBouka BrepBbl€ MOCTYUJIA B OTAEJIEHUE MATOJOTUU
HOBOPOXIEHHBIX AeTell 1 geTeit paHHero Bo3pacta DIAY
HMMII 3n0poBbs aeteli B Bo3pacte 4 mec.

U3 anamuesa: pebEHOK OT MaTepu 38 JIET, COMATUYECKU
3n10poBoii. OT 2-11 6epeMEHHOCTH, TPOTEKABIIEH C YACTBIMU
OCTPBIMU PECTIMPATOPHBIMU MH(MEKIINSMU, PUCKOM Pa3BU-
TUS XOPMOAMHHMOHWTA, aMHHAOLIEHTe30M BO I Tpumectpe,
recTo30M (OTEKM HUXKHMX KOHEYHOCTEH ), 0eCCUMIITOMHOMN
6akTtepuypueii B I1I TpumecTpe, 2-X CpOUHBIX ONIEpaTUBHBIX
pPOIIOB MYTEM KecapeBa CEYeHUs B IUIAHOBOM MOPSIKE Ha
38-1i Henmene rectaluu (MepBbIl pedeHOK 310poB). [1pu po-
xnmeHuu Bec 3620 1, poct 50 cM. OneHKa 1Mo IiKaie Amnrap
7/8 6amnoB. CocTostHME TTOCIIE POXKIEHNS CPETHEe CTeTeHN
TSKECTU, 00YCIIOBIIEHHOE HEBPOJIOTUYECKUMU HApYyILIEHU-
ssIMU (CMHIPOM YTHETEHUs LEHTPATbHOW HEPBHOM CHUCTE-
MBbI), BPOXIEHHBIMU MTOPOKAMU Pa3BUTHUS XKeJTyTOYHO-KU-
IIEYHOTO TpakTa (aTpe3usi aHyca U PEKTOBECTUOYISIPHBIN
CBUIIl TIPSIMOM KUIITKH), BPOXIEHHBIM TTOPOKOM Cepilia
(OTKpBITHI apTepranbHbIi MPOTOK). B Bo3pacte 3 mec mpo-
BEIEHO XUPYPruyeckoe BMEILIATEeIbCTBO — MPOMEXHOCT-
Hasl aHOPEKTOILIACTUKA.

IIpu nocmynaenuu obpamanu Ha cedst BHUMaHue (HheHO-
TAMUYECKHE OCOOEHHOCTU peOEHKa: cCrielu(UIECKUIA POCT
BOJIOC Ha FOJI0BE (B BUIIE OTPAHUYEHUS pOCTA B 0OJIACTU BU-
CKOB U 3aTbUIKA), IIIUPOKUIA, BRICOKHIA JIOO C MOPIIIMHUCTOMN
KOXE€li, «rpyOble» YepThl JIMIIA, BBICTYIAIOIINE TEMEHHbIE
OyTpbl, 3araBliliee MEePeHOChE, HOC C OTKPBITHIMU BIEpPEN
HO3IPSIMU, TUINEPTEIOPU3M, UIMHHBIA (WIBTP, aKPOMU-
aTbHBIE SIMKM, MOMepevyHas JaJOHHAas CKJIaaka CIpasa.
Dusznueckoe pa3BuTHE peOEHKA PACIIEHUBAJIOCH KaK BHIIIIE
CpelHero, TucrapMoHu4Hoe. B o6nactu HeoaHyca — ocTaT-
KU 1IBOB (T0ocjie XUupyprudyeckoit koppekuun). ITo octanb-
HBIM OpraHaMm 0e3 MMaToJIOTUYeCKNX U3MeHeHu. B HeBpo-
JIOTUYECKOM cTaTyce: Oonbiuoi pogHuyok 3,0 X 3,0 cMm
He BbIOyXaeT, He myJbcupyeT. Ha ocMOTp pearupyet yBenu-
YEHWEM JIBUTaTeIbHON aKTUBHOCTU, OTMEYAETCs KPYITHO-
pa3MaIucTBIii TPEMOP BEPXHUX Y HIDKHUX KOHEYHOCTEH,
KOMIJIEKC OXUBJIEHUS Ha oOpalleHue, yabl0aeTcs, TyJInT.
Bamisan dukcupyet, KpaTKOBPEMEHHO MPOCIEXUBAET. AJlb-
TEPHUPYIOIINI pacXoasuuiics cTpabusm. B neuratenpHoM
cepe: 00bEM MACCUBHBIX JABUXEHUI MOMHBIA. MbIley-
HBIIi TOHYC M3MEHEH MO AUCTOHUYECKOMY Tuity, D = S.
CyXOXUJbHBIE U HAAKOCTHUYHBIE PedIIEKChl C BEPXHUX
KOHeuHocTel oxusieHbl (D < S), ¢ HIXKHUX KOHEYHOCTEN
oxwusieHsl (D < S) ¢ paciuimpeHreM pedaeKCOTeHHbBIX 30H.
Pednexcsl HOBOPOXIEHHBIX: B CTaAuU peayKuuu. HaBbiku:
TOJIOBY JEPXUT HEYBEPEHHO, MOBOpAYMBaeTCsl ¢ OOKa Ha
JKUBOT, TIPY TPAKIIMM 33 PYKU TPYIIITUPYETCSI.

IIpu obcredosanuu 6 omdesenuu: HeiipocoHoTrpadus,
VY3 nouek: MaTojgorMYecKUX U3MEHEHUI He BBISBICHO.
VY3U opraHoB OpIOIIHON MOJOCTU: CBOOOIHAS XKUAKOCTh
B HE3HAUUTEJIbHOM KOJIMYECTBE Y HUXKHETO Kpasi IEYEeHU.
Dxokapauorpadusi: HA MOMEHT OCMOTpa MaTOJIOTUIeCKUe
TIOTOKU HE 3apeTUCTPUPOBAHBI (B aHAMHE3€ — OTKPBITHINA
apTepUaIbHbINA MPOTOK).

Clinical cases

KnuHnuyeckne cnyyan

MPT royioBHOro Mo3ra: SIBHbIX IPU3HAKOB JUCIEHE-
3a KOPTUKAJbHON IJIAaCTUHKU HE BBISIBICHO. MUEIMHM-
3alMsl OeJIOoro BEIECTBA COOTBETCTBYET I'€CTAIlMOHHOMY
BO3pacCTy, He 3aBepllieHa. B BeuiecTBe OOJbILIMX MOJyIA-
pHii, CTBOJA M MO3XeEuyKa, a TakKXKe Ha YPOBHE KpPaHHO-
BEPTEOPAILHOIO TMepexoia 04YaroB MaTOJOTUYECKU W3-
MEHEHHOI'0 CUTHaJla, 30H KPOBOU3IMUSHUI, HOBOOOpA30-
BaHUI He BbISIBICHO. 2KeaynoykoBasi cucTemMa: OOKOBBIC
KEJTYIOUYKA CUMMETPUYHBI, HEe pacIInpeHbl. OTMedaeTcs
nosiocth Bepre (rmonepeyHniM pa3zmepoM 1o 4,5 mMm). 3a-
KkmodeHne: MP-gaHHBIX 32 OCTpoe HapyIIeHe MO3TOBOTO
KpoBoOOpallleHUuss U 00bEMHbIE UBMEHEHMSI BELIECTBA TO-
JIOBHOTO MO3Ta HE MOJIyYeHO.

DnekrposHuedanorpaMmma (B3I): 6e3 maTosoruue-
CKMX UBMEHEHUM.

KoHcynbramnys okyiaucra: CTeHO3 M HeIOCTaTOUHOCTh
CJIE3HBIX TPOTOKOB CIipaBa. Pacxonsieecsi HeaKKomMoaa-
LIMOHHOE aJIbTEPHUPYIOLIEE KOCOTJIa3ue.

KoHcynbranusa cypposiora: ayaivuoJIOTUYECKUIA CKPU-
HUHT He TIpoIIIa.

YuuteiBag (peHOTUNMYECKUE OCOOCHHOCTH peOEHKa,
MPOBeAEH MOJIEKYISIpHO-TeHeTHYecKuii aHanu3: FISH-uc-
clenoBaHMe MHTepda3HBIX siIep B IperapaTax M3 KIETOK
kpoBu: nuc ish (SHGC-147908x4) [3/100] — 3% xie-
TOK CO CBEPXYMCIIEHHON M30XpPOMOCOMOI 12 1o KOpOT-
komy Ttuteuy. FISH-mccnegoBanmne wmHTepda3HbIX siaep
B IIpernaparax u3 6ykkaiabHoro armTenust: nuc ish (SHGC-
147908x4) [22/100] — 22% KJIE€TOK CO CBEPXUMCICHHOM
HM30XpOMOCOMOi1 12 o KopoTkomy Iuieuy. Ha ocHoBaHuM
WCCIIeIOBAaHUS BbICTaBJICH AMArHO3: cuHApoM [lamummcre-
pa—Kunnuana.

3a npommeninye 1,5 roga ped6EHOK HEOMHOKPATHO KOH-
CYJIbTUPOBAH BpayoM JieueOHOM (PU3KYIbTYPHI, (PU3NOTE-
paneBTOM, MCUXOJIOTOM-TEAArOroM, JIOTOINEIOM C 1IeJIblO
pa3paboOTKM WHAMBUAYAIBHON IIPOrpaMMBbl peadInTa-
muy. Ha mpoTsokeHUM 3TOro BpeMeHH! TTOIYY T HECKOJIBKO
KypCOB pPeadWIMTAIIMOHHBIX MEPOIIPUSITUN: CTUMYIISILINIO
MOTOPHBIX HAaBBIKOB (IIOJI3aHUsSI, TTOBOPOTOB, OIMOPHI Ha
PYKH); IPUKIATHYIO KUHE30Tepanuo ((hU3M0JI0THIecKoe
MO3UIIMOHMPOBAHNE, CTUMYJISIIMS ayTOXTOHHOM MYCKY-
JIaTyphl; THMHacTUKa o metony B. Boiita); maccax; ¢u-
31OTepaIleBTUYECKIUE TIPOIIEAYPHI; JIOTOEINIECKOe BO3-
IeWCTBUE, HAIIpaBJIeHHOE HA YKPEIJICHUE TOHYCa apTUKY-
JISIIMOHHBIX MBI (JIOTOMAaccax), pa3BUTUE IBIDKCHUMA
ry0, HIDKHEH YeNIIOCTH U SI3bIKa (ITacCUBHASI U 3JICMEHTHI
noapaXxaTeJIbHON apTUKYISIIIMOHHOM TMMHACTUKM), CO-
BEpIICHCTBOBAaHWE (DYHKIIMOHAIBHBIX  BO3MOXHOCTEH
npuéMa TIWINN, YKPEIUICHWE COCATeIbHBIX IBUXKCHMIM,
(opMupoBaHUE YKIIaZOB 3BYKOB (C TaKTWJIBHBIM COIIPO-
BOXICHHMEM), aKTUBU3ALIMIO BOKAIM3alIMi, CTHUMYJIAPO-
BaHME 3BYKOB, SMOIMOHAILHO-MUMWYECKUX PEaKIINi,
CJIyXOBOTO U 3PUTENBHOIO COCPENOTOUYCHUI, YBEJIMUECHUE
3BYKOBOTO HAITOJTHEHUSI BO BpeMsI OOIIIEHUS CO B3POCIIBIM
U C UTPYLIKOI B pyKe, pa3BUTHE MeJIKO MOTOpuKU. [1po-
BeICHBI KOPPEKIIMOHHO-TIEIaTOTHYECKIE 3aHITHUS.

Bce obGcnenoBaHusi mpoBOAUINCH B I€KPETUPOBAH--
Hble CpoKHU. JleBouka Obljia OCMOTpPEHa CIlelMaJuCcTaMuU
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KnuHunuyeckne cnyyan

U TIoJTyJasia Teparuio 1Mo IMOBOAY COMYTCTBYIOIIMX 3200-
JIEBAHUMN.

3a BpeMs HaOMIOAeHNS IeBOYKaA CTajla aKTUBHee, Haua-
J1a IepXKaTh TOJIOBY (C 5 Mec) mepeBopaumBathes (C 6 Mec),
BCTaBaTh Ha 4YeTBepeHbKU (¢ 1 Toma), yIydlInicsd MbIIed-
Helii ToHYC. IlosiBUNIach peakiius Ha 3BYK B BUAE KpaT-
KOBPEMEHHOTO COCPEIOTOUYCHNSI. Y3HAET POICTBEHHUKOB,
Mpu 00pallleHNM MOXET yabIoOHyThes. Ha muckoMdopT pe-
arupyeT M3MeHEHHEM MUMUKY, HEIOBOJbHOI MHTOHALINEH
rojoca, AOBWKeHHEeM KoHedyHocTel. CoxpaHseTcsl BbIpa-
>KEHHasI 3a7ep>kKa MOTOPHOTO U IICUXOPEYEBOTO Pa3BUTHSI.

BckapmnuBaeTcsi MmOdyrycToid TMILEH C  JOXKM.
ITpu xopmileHUM M3 OYTBUIOYKHM COCATEIbHBIC TBYKCHUS
paBHOMEpPHBIE, IIPHUCACHIBACTCS BSIO (CKMIKOCTH MOXKET
MMOATEeKaTh), MPHU TMOMATaHUM KOMOYKOB WU OOJIBIIOTrO
ITOTOKA XXMIKOCTHU TTOIIePXUBACTCS.

IMocnenHss rocriutanu3anys — B Bo3pacte 1 roma 9 mec.

B HeBpoornaeckoM craryce: peakius Ha OCMOTP B BUZIE
KPaTKOBPEMEHHOT'O 3pUTEIEHOTO 1 CIIYXOBOTO COCPEIOTOUE-
Hus. PebéHok manosmolmroHaneH. Peub sKkcrpeccuBHass —
paccevBaHMe TJIAaCHBIX 3BYKOB, MMIIPECCUBHAsT — OOpaIéH-
HYyIO peYb He TIOHMMAET, MHCTPYKIIMK HE BBHITIOJHSIET, TIPU
o0palleH1H yiblioaeTcs, Ho ObICTpo ucTolaercs. ['yaur.

B nBurarenbHoI cepe: 00bEM MTaCCUBHBIX IBVKEHMI
He HapymeH. O0bEM aKTUBHBIX ABMXKEHUI CHYKEH. MBbI-
LIEYHBIN TOHYC U3MEHEH IO TUCTOHMYECKOMY THITY CITpaBa
¥ cieBa. MblieyHass cuiia cHukeHa 10 3 6amnoB. Cyxo-
KWJIbHBIC U HAIKOCTHUYIHBIE PehICKCHI C PYK 1 HOT XKUBBIE,
D =S, pednekcoreHHbIe 30HBI HE PACILIMPEHBI, OTIOPHI HET.

HaBpIkU: TOJIOBY IEpXUT, TIEpeBOPAYMBACTCSI, CaMO-
CTOSATENIBHO HE CamuTCs, He CUIUT. BcTaéT Ha YeTBepeHbKU.
TpynHoctu yaepxaHus U IeMcTBUiA ¢ urpykoi. [1pu no-
SIBICHUA HOBOTO B3POCJIOTO B ITOJIE 3PEHUSI CMOTPHUT Ha
HET0 KPaTKOBPEMEHHO IOCJIC MTOIOTHUTEIBHOTO ITPUBJIC-
yeHus1 BHUMaHMs. Ha 3ByKoBOi1 cTUMYJI (JIACKOBBI TroJIocC
B3pOCJIOT0, 3BYK UTPYIIIKM) BO3HUKAET TOPMOXCHUE TBU-
raTeJIbHOM aKTUBHOCTH 1 IBVKCHMUS TJIA3HBIX SI0JI0K, TIPU-
CIYIINBAETCS, 3aTeM MOpPraeT, OTCPOUYECHHO MEHSIET CBOE
MOBENCHNEe W HEMHOTO OXMWBIISICTCS, ITOSBISIETCS CIJa-
JKeHHas yJIbI0Ka. Y3HaAET rojaoc MaTepu, OXKUBISIETCS, TPU
TUIaye 3aTuxaeT Ha HeKoTopoe Bpems. Ilpu BosneiicTBumM
cpa3y Ha HECKOJIbKO aHAJIN3aTOPOB (IMOIIMOHAIBLHBIM 00-
pallleHrueM, TOTJIaXXHWBaHUEM, IPUKOCHOBEHHMEM, IIEKO-
TaHHWEM) BO3HHMKAET KOPOTKOE€ MHTOHMPOBAHKE T'OJIOCOM.
ITocne Harpy3ku OBICTPO UCTOIIAETCS, 3aChITAET.

CocTostHre OpraHOB APTUKY/ISILIMM U MOTOPUKH: TOHYC
JIMIIEBBIX MBIIIIIT ¥ MBIIIII SI3bIKa CHYKEH, SI3bIK MACCHUBHBIA,
BEepXHsIsI 3aryOHasl y3meuka HarpsDkeHa, TOOBMKHA, TOMb-
sI3bIYHAsI — HATSIHYTa, YKOpOYeHa, TBEPIOE HeOO roTUIecKoe,
HEOMHOPOIHOM CTPYKTYPBI, MSITKOE — MaJIOIIOIBIDKHOE.

Bo Bpems 601pcTBOBaHMSI MTHTOHUPYET FOJI0COM (pe-
KO), B OCHOBHOM Ha (poHEe 3MOILIMOHAIBLHOTO BO30YXIe-
HUSI, TaKXe II0CJIE CEHCOPHOM M pPEYEBOM CTUMYJISILIUU.
Bokanuzaium Maio MOIyIMpOBaHHBIE, OMHOTUITHBIE, OT-
MEUaIOTCSl PEIKME 3BYKH TyJIeHUs («aby», «Iyy»). 3BYKO-
Basi aKTUBHOCTh cHIKeHa. O nuckoMdopre nHbopMupyet
B3POCJIOTO U3MEHEHUEM MUMUKHM (XMYPHUT OPOBU), BOKA-
JIN3AUSIMU C HEAOBOJIBHOM MHTOHAIIMEH, pa3MaIlIiCTHIMU
OTTAJIKMBAIOIINMHU ABKEHUSIMU PYK M HOT.

IIpu ob6credosanuu: DB — 4dacToTa OCHOBHOM aKTHB-
HOCTU B Ipelesiax BO3pacTHOM HOPMbl. DYHKIMOHAIBHbIE
MPOOBI HE BBI3BAJIM TTATOJIOTMUYECKMX U3MEHEHWI KOPKOBOIA
putmuku. CoH nuddepeHIpoBaH Ha ctagun. Pu3noaoru-
YecKue TaTTepHBI CHA HeperyisipHble. Ha aTom hoHe Bo cHe
PETUCTPHPOBAJIaCh PETMOHANBHAS SIMICHTU(MOPMHAS aK-
TUBHOCTB B BUIE OCTPHIX IIOTCHIIMAIOB, KOMITICKCOB OCTpasT
BOJIHA—MEIJICHHAST BOJIHA B JIEBBIX 3aIHEBICOYHO-3aThIJIOU-
HO-TEMEHHBIX OTJeJIaX ¢ paCIPOCTpaHEHNEM Ha TOMOJIOTY-
HBIE OTIEJIBI TIPOTHUBOITOJIOXKHOTO IMOJIYIIIAPKS, B IIPABBIX JI00-
HO-IICHTPAJIbHO-BUCOYHBIX OTIENIaX C PaCIPOCTPaHCHUEM
Ha TOMOJIOTMYHBIE OTAE/IBI IIPOTUBOITOIOXKHOTO MOJIYIIIAPHSI.
B stux otnenax orMevanuch Takxke OwiatepajibHbIE pa3psi-
Ibl. IHAEKC MpeacTaBieHHOCTH BO CHE COCTaBIl MeHee 5%.
3a BpeMs ITUTEIbHOTO MOHUTOPUPOBAHUS SITMICIITUIECKIIE
MPUCTYTIBI M X DD -NaTTepHbI He 3apeTUCTPHUPOBAHBI.

Br13BaHHBIE 3pUTENIbHBIC ITOTEHIIMAJBI: IO CpaBHE-
HUIO C TIPEIBIAYIIUMU MCCICIOBAHUSIMUA — TTOJIOXKUTEb-
Hasl IMHAMWKA B BUIE OTCYTCTBUS 3aMEICHUS TIPOBEIC-
HUS, HO OTpULIaTeJIbHAs — Io amIinTyae nvuka P100.

Bri3zBaHHBIE CIIyXOBbIE MOTEHLIMANBI: ¢ 00eUX CTOPOH
MIPOBEJCHME TI0 CIYXOBBIM CTPYKTYpaM CTBOJIA TOJIOBHOTO
Mo3ra 3aMmeieHo. [1o cpaBHEHUIO ¢ IPEIBIAYIIIUM UCCTIC-
JIOBaHWEM — OTpUIIaTeJIbHAS JUHAMUKA.

3akioueHue Ccypaojora: KOHIYKTUBHASI TYTOYXOCTb
II crentenn. B suBape 2024 r. neBoYKe BBHITTOJHEHBI 9HIIO-
Ha3aJibHasI aJieHOTOMMUSI C MCIIOJIB30BAaHUEM BUICOIHIO-
CKOMMYECKMX TEXHOJIOTHI U IIYHTUpOBaHUe GapabaHHOI
ITOJIOCTH C ABYX CTOPOH.

PeGéHoKk mMHAMWYECKN MPONOJIKAST IOJy4YaTb WHII-
BUIyaJbHbBIE KypChl peadMINTALIMU C BKIIOYCHUEM B IIPO-
IrpaMMy TEXHWUYECKUX CPEACTB peaOMIMTAllMM: OpTe3bl Ha
TOJICHOCTOITHBIE CYCTaBbI, OPTOIIEANIECKYIO O0YBb JIETHIOIO
Y 3UMHIOI0, XOOYHKU — POJUJIATOPHI C TIEPEIHEN OTTOPOHA.

3aknuyeHne

JlaHHBIA KIMHUYECKUM clydyail sIBJISIETCS YHMKallb-
HbIM W MPEACTABJSIET UHTEPEC KaK JJIs HEBPOJIOTOB U Te-
IUATPOB, TaK W IJISI Bpadyeid CMEXHBIX CIIELIAAJIbHOCTEN
1 TpebyeT MHOTOIMPOMUILHOTO JUArHOCTUYECKOTO U Te-
paneBTUYECKOTO MOIXOI0B.
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