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HccnenoBaHust mocaenHux JeT B 00JaCTH TeHETUKU DI - TeJJIeKTa. YKa3zaHHble HapyllleHUs He TOJbKO BO3HUKAIOT
JIETICUIA TOKAa3aJId BaXKHYIO POJIb MYTalluii B TeHaX HEHPOHAJIb- BCJICICTBUE [UTMTEIHHOTO BO3ICHCTBUS SIMIETITU(HOPMHOM aK-
HBIX MOHHBIX KAHAJIOB B IMaTOTEHE3¢ MOHOTEHHBIX SIUJICTICUH. TUBHOCTH Ha Pa3BUBAIOIINIICS MO3T (KaK 3TO TTOCTYIMPOBAIOCH
DNUNIETICUM, aCCOLIMMPOBAHHBIC C MyTallMeid OJHOTO WJIM He- paHee), HO W SIBJIIOTCS TIPSMBIM CJICACTBUEM MYTallMH, KOTO-
CKOJIbKMX TeHOB, HEPEIKU B IETCKOM Bo3pacTe. BaxkHBIM UX OT- pasi, ¢ OTHOM CTOPOHBI, BBI3BIBAET AMUJIEIITOIEHE3, a C IPYrOi —
JIMYMEM SIBJISIETCS] COYeTaHUE ¢ HapyLIEHUSIMU TTIOBEACHUS U MH- HapylIaeT MPOLECChl MBILIIEHUS M ICUXUYECKOTO pa3BUTHS [1].
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1o HemaBHETO BpeMeHU HauOOJIbIIIee YUCIIO YO TuKait
MPECTaBIIN COOOM OMUCaHus cydaeB HOBOM Mytatuu. [To
Mepe HaKOIUIeHHUsI 6a3bl JTaHHBIX TeHETUYECKUX MYTALIMiA CTao
SICHO, YTO OJIHA M Ta € MYTallMsi MOXET BbI3bIBATH Pa3BUTHE
pa3Hoii KIMHUYECKOW KapTUHBI, @ COBEPIIIEHHO Pa3IMyHbIE re-
HeTWYeCKHe MYTAllii WHOTAA MPOSIBIISIIOTCS OMUHAKOBBIM (be-
HOTUIIOM 3MWJIETITUYECKOM aH1edatonaTtuu [2].

[Mo-BuarMoMY, JaHHbIe (POPMBI SMUIETICUM HE BbI3bIBa-
J0TCSI MyTallMeil OJIHOrO TeHa, TOBBILIAILEr0 BO30YIUMOCTh
HEWPOHOB, a CBSI3aHbI C BIMSIHUEM IPYTUX TEHOB HA OCHOBHYIO
mytauuio. [losaToMy B HacTosiliee BpeMsi akTyalbHbl OMACAHUS
KJIMHUYECKOU KapTUHBI TP BBISIBIIEHHOW MYTallM¥ U TIOUCK Te-
HOB-MoaudUKaTopoB |3, 4].

[To marubM J. Patel u S. Mercimek-Mahmutoglu [5], cpe-
nu 110 mammeHToB ¢ Pe3WCTEHTHOM 3MUJIeTiCHei, 3amepKKOi
MOTOPHOTO U TICUXMYECKOTO PAa3BUTHUSI TEHETUYECKKIE MTPUUUHBI
BBISIBJICHBI B 28% cityyaeB. bose3sHu ooMeHa (neUIMT TuprIo-
KcuHa, 6ose3Hb Menkeca, GLUT-1 u ap.) coctaBumm 7% ciy-
YaeB, TCHETMUECKIE CUHIPOMBI, BBISIBIIEHHBIE TIPY TIPOBEICHUT
CpaBHUTEIbHOU TeHOMHOU rubpumusaunu (SCNIA, SCN2A,
SCN8A, KCNQ2, STXBPI1, PCDH19, SLC9A6), — 21%. bonesuu
o0MeHa, MoAaoIIrecs JeueHnIo, nMean 4,5% maiueHToB.

Mpl npencraBisieM KIMHAYECKU clyyail, Koraa y namu-
€HTKU C 3MUJICNTUIeCKON dHIledasonaTreil oOHapyKeHbl My-
TaIlMU IBYX TEHOB.

Iayuenmra B., 6 aem. Jluacnos: eenemuueckas namoao2us,
obycnoenennas mymayusamu 6 eenax SCN2A u PCDH19. Cumnmo-
mamuueckas MynbmugoKanbHas snusencus. Bmopuunas muxpo-
yeghanus. 3adepicka ncuxopeueeozo pazgumus. Aymusm.

Pooumenu desouxu obpamuauce ¢ ycarobamu Ha NOBMOPsLIO-
wuecs snuaenmuyecKue NPUCMynbl, 3a0epiuCKy NCUXopeuesoeo pas-
sumusl, ce0eodpasue noeoeHus.

Anamues: desouxa om moa00bix 300p06blx podumeneli (Ma-
mepu — 31 200, omuy — 33 eoda). bepemennocms npomekana 6e3
ocaoxcHeruil. Poowl nepevie, na 41-ii nedene. [lpu poxcoenuu mac-
ca meaa 3750, pocm 53 cm, 0OKpydIcHOCMb 201086l 35 CM, OUEeHKA NO
wkane Aneap 9 6aanoe. Podusace ¢ 060iiHbIM myeum 008umuem
nynoguroi. M3 poddoma ewinucana va 4-e cymxu. Ha epyonom
eckapmausaruu 00 4 mec. C poxcdenuss obira becnokoiHoll, omme-
4anucsy cpvleusanus, Koauku. Momoproe pazeumue npoucxoouno ¢
3a0epICKOil: HaYaNa no8opauUamscs é 4 mec, ceaa 6 8 mec, Haua-
na xo0ums 6 1 200 4 mec. Ilcuxuueckoe u npedpeuesoe pazeumue 00
1 200a coomeemcmeosano Hopmamueam: obpauwernas yavloka no-
ABUAACH 8 2 MeC, HCUBO UHMEPECOBANACH OKDYICAOUSUMU USDYUIKA -
MU U peazupogana Ha 38yku. Jlenem noseuacs 6 6 mec, k 10 mec eo-
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sopuna oxono 10 nenemuvix caoe (mama, nana, 6aba u m. 0.).
Bckope nocae 1 eoda nponaau caosa, 3amem CHU3UACS U nocme-
NEeHHO UCYe3 UHmepec K OKpyJcarouemy, noseuiach HeeamueHdas
peakuyus Ha koHmakm. OmmeueH peepecc NCUXOPEUe8020 PAa36u-
mus. Hasviku onpsmuocmu He cghopmuposansr 0o Hacmosue2o
epemenu. C 2 1em ommeuaromes: cmepeomunuu (XA0Nanve 8 1a0o-
wu, nompsaxuganue kucmsamu u np.). Ecm npomepmyio nuuiy, sncy-
em u enomaem caadocmu, Om 0CMAAbHOU MEepAol NUWU OMKA3bl-
eaemcs. Hepywramu ne unmepecyemcs. [Ipousgonvhas desmens-
Hocmb He cgopmuposana. Obausvieaem npedmemot, 3amem oOpoca-
em ux. Bnumanue nonesoe. Koumaxm napywen. Xooum no kpyey —
«MaHecHblll bee».

B 1 200 10 mec npousowen nepeviii 6MopU4HO-2eHePaAU30-
eaHHbLll MOHUKO-KAoHu4eckuil npucmyn (BI'TKII) 6o cue, komo-
Dblil KAUHUYECKU NPOSI8ASACS 3a6e0eHuUeM 21a3 8nPaso, Hanpsice-
HUem KOHevHOCmell, 3anpoKUudblanuem 20108bl U MOHEUCHYCKa-
Huem. [lpucmyn dauncs 4—5 mun. Jlesouka 6vira eocnumanu3osa-
Ha No cKOpoli MeOUUUHCKOU NOMOWU, 8 CMAayUoHape makoi jice
npucmyn nogmopuacs. B nocmnpucmynnuoiii nepuod ¢ meuenue
0d8yx OHell OMMeuanacy MolUleyHas cAabocms, He MO2AA CMOSMb.
Janee 6uramepanvivlie MOHUKO-KAOHUHECKUE NPUCHYNbL CIAAU
nosmopamocsa ¢ unmepsaiom 2 Hed, cepusmu (3—4 npucmyna é
ceputo; Kaxcowlil u3 Hux no 2 mun). Ilosxce nodobHsie cepuu npu-
cmynoe cmanu 803HuKamo Kaxcovie 2—3 ous. Ilocae ykazanuvix
NapoKcu3Mo8 Omme1anocs nogoluieHue memnepamypul 6e3 Kama-
DANAbHBIX S6ACHUIL.

Tlocmnpucmynnoe cocmosimue XxXapakmepuso8anocs 00ujell
carabocmoio, 8110Cmbio 0e3 NPU3HAK08 Nape308, 0eeouKa He X00u-
A4, OMKA3bl8AAACy OM NUWU, KPOME MOAOHHBIX NPOOYKMO8, u30e-
2ana KOHMakma c A0bMu, MHO20 NAaKaia (<kak 0yomo y Hee
umo-mo boaum»). Ilocae kajxicooeo npucmyna ommeuancs pezpecc
NCUXOMOMOPHO20 PA36UMUSL (<ympavueaem mo, 4emy moabko 4mo
HAYMUAAcy» ), HApYuwalacs NOXooKd.

B Hacmosuee épems npucmynst NOAHOCMbIO He KYRUPOBAHbL
(MedukameHmo3Hblll AHAMHE3 npedcmasner 6 mabauye), HO Co-
xpausiomes aub 1 pas é mecay, 6o epems cha, ¢ 6.30 00 7.30 ym-
pa. B nauane npucmyna ommeuaemces pummu4Hoe wymHoe 0bixa-
HUe, npu 3mMom 21a3a WUPOKo packpsimsl, Habadaemcs nooepeu-
8anue npagoeo yeaa pma. Jlasee 603HuKaom ouiamepanbHole mo-
HUKO-KAOHU4ecKue cydopoeu. IIpucmyn 3aeepuiaemcs mMeaKoam-
NAUMYOHBIM MpemMopom 6 pykax u Hoeax. Ilocae npucmyna degou-
Ka npocvinaemcs, 3amem 0biCMpo 3acbinaem, npu Smom 6 Havaie
cHa nosieasiemcest umoxanue. OKoHuamenvro npodyscdaemes cama
uepes 1,5—2 u, 6 y0061emeopumensbHoM cOCMOSHUU, ¢ HOPMALb-
HOU memnepamypoil meaa.

llpunumaemoie nayuenmrkoii B. nexapcmeennvie cpedcmea

Bospact Tepanus

1 rox 10 mec Basnbnpoar

2 roja Banbnpoar + Tonmpamar

3 roga JleBeTupaiieraM B pacTBope

4 rona JleBetupaiieram B pactBope + KapbamasenuH

Hacrosiiee Bpems

pom (400 Mr/cyT)

JleBeruparieram 500 mr yrpom — 750 mr Beuepom (1250 Mr/cyT)
KapbamasenuH petapaupoBaHHoit ¢hopmbl 200 Mr yrpom — 200 mMr Beue-

DdrdexT

be3 addexra

be3 addexra

CHUXEHUE YacTOThI MTPUCTYIIOB
Bozo6HoBMIMCh HOUHBbIe BI'CIT

JlanbHei1iee CHUKEHNE YaCTOThI IPUCTYIIOB.
BI'CII Bo cHe, 1| pa3 B 1,5—2 mec

BanbnipoeBast Kuciiota mpoJIOHTMPOBaHHOTO AeiicTBus 300 MT yTpom —

300 mr Beuepom (600 mr/cyT)

IIpumeyanue. BI'CIT — BropuyHO-reHepaJiM30BaHHbIE CYJOPOXKHbBIE TTPUCTYIIbI.
|
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B céa3u ¢ 3adepiickoii pazeumus noayuaem Kypcol Maccaica
u neuebHoll PusKyabmypul 3 pasa 6 200 u peeyasipHo 3aHUMAEMCsl ¢
21020ne0om-0epeKmonoeom.

B cea3u c peaucmenmubiM meveHueM SNUAeNCUU U GbIPAICEH -
HbIM KOSHUMUBHBIM dedhuyumom deeouka oocredosana 6 lepmanuu.

B cosnanuu. Axkmusena. Xodum no kpyey. Konmakxm omcym-
cmeyem. Peub ne cpopmuposana. Beipasicernvix cmuem 0uzsmopuo-
eenesa He Habnodaemces. Comamuueckuii cmamyc 6 Hopme. Qbvem
deudicenuil 6 cycmaesax He HapyuieH. Macca mena 23 ke. Pocm 116 cm.
Okpyacrocms 2010861 49 cm. Ouazosoii Heeponoeuteckoi cumnmo-
Mamuku He 8bls81€eHO.

Buoeo-snekmposnuepanoepagpuueckuii monumopune (Poc-
cus): 3ameoneHue OCHOBHOU AKMUBHOCIU; eOUHUYHbIE PeCUOHANL-
Hble CaliKu, KOMRACKCbl 0CMPasi 601HA — MeO0AeHHAsl 80AHA 8 NPA-
8011 MeMEeHHO-BUCOUYHOLL U 1€80I N0OHO-MEeMeHHOU 001acmu 80 CHe.

Maenummno-pezonancnas momoepagus (MPT) eonognoeo
mo3ea (lepmanus): eHympennue u HapyslcHvle NOAOCMU HOPMANL-
Hulx pazmepos. TIpusnaxoé HapyuwieHus AUKEopOUUPKYAAUUY Hem.
Mueaunuzavyua coomeemcmeyem eo3pacmy. Kopmukanvras naa-
cmunka He ymoaujena. Cepo-6enas demapkayus ayyuie gbipaidcena
caesa. llpasas namepanvhas 3amula04HO-MeMeHHAS U3GUAUHA
cnpasa — 5 cm, caeea — 3,8 cm. 3adepiicka mueauHusayuu 6 npa-
8011 UCO1HO-0a3aNbHOL 001aCMU NO MUNY POKANLHOU KOPMUKANb-
Holl ducnaazuu 1-eo muna.

Koncyavmayus neiipoxupypea (lepmanus): evisgrenHole u3-
menenus Ha MPT ne koppeaupyiom ¢ OanHbIMU I1eKMPOIHYUedano-
epaguu (D3I). OnepamusHoeo reuenus snusencuu He mpebyemcs.

lenemuueckue uccredosanus (lepmanus): nposedenvr cpag-
HUMeNbHAs 2eHOMHAA 2UOPUOU3AUUA U MUKPOMAMPUHHDBLI AHANU3.
Buisgnenvt mymayuu 6 08yx eenax:

1) SCN2A (c.5512C>T; p.Q1838X) eemeposzucomuas.
Hacaedosanue aymocomuo-domunanmuoe. Jlannas mymayus pa-
Hee He onucaHa 6 aumepamype. Pezyromamom mymayuu sigasemcs
yceuerue npomeuna SCN2A;

2) PCDHI19 (c.12944>G; p.M432V), eemepozueomuas.
Hacnedosanue X-cuennennoe domunarnmuoe.

Oocyxnenne. Ten SCN2A4, pacrniosioXeHHBINI B JIOKyce
2q24.3, xogupyeT anbda-cyobeIMHUITY HeUPOHAIbHBIX KAHAJIOB
2-ro tumna. Myrauun SCN2A BbI3bIBalOT HECKOJBKO COBEPILIEH-
HO pa3MYHbIX 3200JI1€BaHUIA.

[lepBoe u3 HUX — 10OpOKAaYECTBEHHAS CEMEHAsI IMUIIeT-
cust mitageHdyectBa 3-ro tumna (OMIM 607745), nipu KOoTopoii
oTMevaroTcs (hoKambHble adeOpUIbHBIE TIPUCTYIIBI U HapYyIIle-
HUS IbIXaHus [6].

Bropoe 3aboneBaHue — anuaentudeckasl sHIEDATONATHS
11-ro tuna (OMIM 613721), koTopast COIMPOBOKIAECTCS 3aIEPK-
KOIi TICUXOPEYeBOr0 Pa3BUTHUSI U YACTBIMU TOHUKO-KJIOHUYECKH-
MM cyaoporamu, Hepeako dhedpuabHbiMU. [. Ogiwara 1 coaBr. [7]
onmMcaly ciyvaii rerepo3urotTHoit Mmytatmu SCN2A, GLUI211LYS,
y 22-71eTHel XKEHIUHBI C TSDKEJIO YMCTBEHHOU OTCTaJIOCTBIO.
Dnutericus y Hee AeOr0TUpoBaia B Bozpacte 11 Mec ¢ MH(DaHTUIb-
HbIX crmazMoB. C 2 10 3 et orMevanuch pesucteHTHbie BITKIT u
heOprTbHBIe IPUCTYTIBLL. [TocTe aMMIenTUYecKoro cTaTyca, epe-
HECEHHOTO B Bo3pacTe 17 JieT, y malueHTKr chOpMUPOBAJICS TET-
pamape3. ToMy e KOJJIEKTUBY aBTOPOB TIPUHAJIEKUT OTMCaHTE
TMAlMEHTKYN C TOHUIECKUMU U TOHUKO-KIIOHNYECKUMU TTPUCTYTIA-
MU, AeOIOTUPOBABIIMMU B | MecC, SMUICNTUYECKUM CTaTyCOM, C
BbIpaxkeHHOU cynpeccueil Ha DD U UKTaJIbHBIMU BCITbILIKAMU
SMUICNTUGOPMHOM aKTUBHOCTH, TUITOHATPUEMUECH, MeTaIdHIIe-
danueii. [Tpuctyrnbl KynmupoBaHbl JUIoKauHOM. CMepTh HacTy-
mia B 7 JieT 8 Mec, CIIOHTaHHO, 0e3 SIBHBIX TTPUYWH.
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Mytammst SCN2A4, 1LE1473MET, omucana K. Kamiya u
coaBT. [8] y mauueHTKu 29 JeT ¢ pe3ncTeHTHOU GhopMoit IMu-
Jierncuu ¢ (poKaNbHBIMU MPUCTYNIAMU, KOTOPBIE e0I0TUPOBATU
B 1 ron 7 mec. Bece mpuctynbl 661 adpeOpuibHbIMU. B mo1iko-
JIbHOM BO3pacTe y MalueHTKU chOpMUPOBAJICS ayTU3M C TUTIep-
IMHaMUYecKUM ToBeneHreM. Ha B31 B paHHeM Bo3pacTe pe-
TMCTPUPOBAIOCH 3aMeJIeHe OCHOBHOUW aKTMBHOCTHU, a TIOCTIe
3 neT mosIBMIIaCh M CTajla HAPACTaTh MUK-BOJTHOBASI aKTUBHOCTb.
ToHuKO-KITOHWYECKUE U aTOHUYECKUE TTPUCTYIIBI IEPCUCTUPO-
BaJiM B TEUEHME BCEro JETCKOro BO3pacTa, He MOAAaBasiCh Mpo-
TUBOSIMJICTITUYECKOM Teparnuu. [IBUTaTeIbHBIX HapyIIeHUN Y
rmanueHTku HeT. OTMevaeTcst TpyOblii KOTHUTUBHBIN IeUITUT.
MPT rosioBHOTO MO3ra BBISIBIJIA YMEPEHHYIO0 KOPKOBO-TIOIKOP-
KOBYIO aTpoduIo.

Msirkoe TeueHMe SMUIETITUYECKO dHLIedaonaTuu 11-ro
TUIA, BbI3BaHHOTo Mytauueir SCN2A4, ala263val, omucaHo y
Masibumka 11 1eTY. Liao u coaBt. [9]. KnuHuueckast KapTuHa xa-
paKTepU30BaIach TUTIOMOTOPHBIMU, (POKATHHBIMU U TeHEePaJIH-
30BaHHBIMY TOHUKO-KJIOHUYECKUMU TTPUCTYTIAMU, KOTOPBIE e~
OIOTMPOBAJIM B HEOHATAJTHLHOM TEPHOAE W TPOMOKAINCH IO
1 rona 3 mec. I[Tocne KynmupoBaHUs MPUCTYIIOB MOSIBUJINCH OTTH -
30/Ibl ATAKCUU, HEYETKOCTU PEYU, MUOKJIOHUYECKUX B3AparuBa-
HUIi, OKAHUYMBAIOLIMXCSI TOJIOBHOM 00JIbIO, PBOTOM, OJBIILIKOI.
Mexny anu3oaamMu oTMevYaiach MOTOPHAasl HEJIOBKOCTb O€3 aTa-
KCUU, TIPOTUBOSMWIETITUIECKIE CPEICTBA B PA3TMUHBIX KOMOU -
Hauusix — 6e3 apdexTa. [pucTyrbl KyrnmupoBaHbl alieTa30JaMu -
noMm. Ha MPT B 5 et — atpodust Mo3xkeuka.

U tpetbe 3a001eBaHKe, KOTOPOE COMPSIKEHO ¢ MyTalluei
B reHe SCN2A, — paccTpoiiCTBO ayTMCTUYECKOro crekrpa 6e3
snunerncuu [10, 11].

Mytammu B reHax SCN 1A u SCN2A oTBevaloT 3a HECKOJb-
KO THUTIOB SMWIETICUU Yy 4eloBeKa. PasnmuyHas kimHUuecKas
KapTUHA Y Pa3HbIX YWICHOB CEMbU C OTHOU MyTallueil npenrnosa-
raeT BbICOKYIO CTeNeHb F€HETUYECKOTo B3aUMOJAEUCTBUS, T. €.
BJIMSTHUSI IPYTMX T€HOB MHAMBUIYYMa Ha CTEIeHb U BbIPasKeH-
HOCTb cUMIITOMOB. [loaTOMY, OOHApYXMB MyTallMi0 B JaHHBIX
TeHax, PeKOMEHIIyeTCsl He OCTaHABJIMBAThCS Ha MUATHOCTUYE-
CKOM TIOMCKE, a IPOJOJIKUTD TIOUCK B APYTUX T€HAX, TI€ MOKHO
00HAapyXUTh reHbl-MoaudukaTopbl. CrienoBaresibHO, TIpU (e-
HOTUIIE cMHApoMa JlpaBe xenaTeabHO He claBaTh aHAJIU3 HA TeH
SCNIA, a mpoBOIUTb CPAaBHUTEIbHYIO T€HOMHYIO I'MOpUIM3a-
LIMIO WU MUKPOMATPpUUHbIN aHau3 [12].

Myramust rena PCDH19 BbI3bIBaeT pa3BUTHE SMTUATIETITH-
yeckoit sHuedanronatuu 9-ro tuna (OMIM 300088), koTopast
Ha3bIBAETCS «AMWIETICUS U YMCTBEHHAsI OTCTAIOCTD Y KESHIIIMH»
(matuHckast abopeBuarypa EFMR). TeH pacronoxeH B Jokyce
Xq22.1 L.M. Dibbens u coaBt. [13] oOHapyXWJIKM, 4TO TeH
PCDH 19 skcnipeccupyeTcsl B pa3BUBatolieiicss HEpBHOM cucTe-
Me TJI0/1a, OCOOEHHO B TUIITIOKAMIIaX U KOpe, 1 He IKCIIPecCH-
pyetcs B 6esiom BemiectBe. [1poayKT reHa — Ge0K MPOTOKaATe-
puH-19, B 60IBIIIOM KOJMYECTBE MPEACTaBICHHBII B pa3BUBAIO-
meMcst mosre. IIpoTokaarepuH-19 yyacTByeT B mpolueccax Kie-
TOYHOW aare3uy W WUIpaeT BaXHYIO POJb B CHUHAIITOTeHE3e U
HENPOHAIBHOW MUTPALIMU.

DeHOTUTNTMYECKY SIMIIENITUIeCKast dHIedantonatus 9-ro
TUTIa HATIOMUHAeT cUHApoM JlpaBe, XapaKTepu3yeTcsi pa3anud-
HOM CTENEHbIO MHTEJICKTYaJIbHBIX HAPYILIEHUIA U SITUJICTICUEIHA.
D10 X-CclernjaeHHoe 3a00J1eBaHKe C pa3HOM CTENEHbIO ITEHEeTPaHT-
Hoctu. MyTtauuu B reHe PCDH 19, rnaBHbIM 00pa3oM, BOZHUKA-
10T de novo. A HacJeICTBEHHbIE Cllydyau UMEIOT YHUKATbHbII
MaTTepH HaCJIe[IOBAaHUSI: JIEBOYKU C TETEPO3UTOTHOU MyTalmeit
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00JIeT0T, 2 TOMO3UTOTHBIE MAJIBYMKK HE OOJICIOT, HO SIBIISTIOTCS
Hocutensmu. [lo coBpemenHbM naHHbIM, PCDH 19-accouun-
POBaHHbIE dMMWIENTUYECKUE FHIIe(aTonaTU paHHEro MlaleH-
yecTBa cocTaBsioT 16% (y keHuH — 25%) nipu SCN IA-Hera-
TUBHBIX cliyyasix cuHapoma [Ipase. TakuM o6pazom, Mo 4acToTe
PCDH 19-accouuupoBaHHbIE SMUIENTUYECKUE SHIIeaTonaTuu
yerynatoT uirb SCN1A-accconmmpoBaHHBIM [ 14].

C. Depienne u coabt. [15] omucanu 28 MaJbUYMKOB CO
CXOAHOUW KJIIMHWUYECKOW KAapPTUHOW, Y KOTOPBIX BBISBIEH COMa-
TUYECKUI MO3au1u3M aesielinu reHa PCDH 19. ABTopbl moguep-
KHUBAIOT, YTO Yy JIMI, UMEIOIINX MYTaHTHBI/ T€H B TOMO3UTOTHOM
COCTOSTHUU, 60Jie3Hb He BcTpedaeTcsi. CiieoBaTelIbHO, TS pea-
JU3alUY KIMHUYECKOW KapTUHBI HYXHO B3aWMOJEHCTBUE
PCDH 19 ¢ npyrum reHOM, KOTOPBIii TTOKa He BhIsIBIeH. B HacTo-
siee Bpems 6a3a naHHbIX OMIM comepXuT HECKOJIbKO MyTa-

KAUHUYECKUE HABNWAEHUA

Wi TeHa, KIMHWYeCKash KapThHa BO BCEX CIIydasX BKITIOYAeT
SMWIETICUIO C 1e0I0TOM 10 | Toa U YMCTBEHHYIO OTCTaIOCTh C
MOBEeIeHYECKUMU HapYIIEHUSIMU (AyTU3M U TUTIEPAKTUBHOCTB).
Y naiueHToK ¢ myTauusmu B reHe PCDH 19 BbIsIBJIEH 11U -
POKMI CHEKTP KIMHUYECKUX MPOSIBICHUI: AEOI0T 3MUJIETICUU
nociie 1 rona, pedpusibHbIE Cya0poru, (hoKaabHbIe U TeHEepaIu-
30BaHHBIC TIPUCTYIIBI, CIIOPaIUUECKUe U ceMeiiHble cydan [16].
KornutuBHbIe HapylieHUsT y MAMEHTOK C MyTaluei de
novo Brene PCDH 19 v panHUM Je0I0TOM SMUIETICUY BKJIIOYAIOT:
CHIXKeHUE MHTEJUIEKTa OT CPeIHEe 10 TSXKeJIOol CTeneHu, Hapy-
LIEHUST TOBEIEHUS (arpeCCUBHOCTD, IENIPECCUBHOE HACTPOEHME,
MCUXOTHYECKKe 31Mu30/bl). M3 11 naineHToK y 6 oTMeuaiach He-
rpy0as 3amepiKka IICUXOPevueBOro pa3BUTHS, ay 5 — YMCTBEHHAsI
OTCTAJIOCTh 1 ayTu3M. st Bcex eBOUYeK XapaKTepHBI 3aIepiKKa
SKCIIPECCUBHOI peun 1 OeHbIN cIoBapHbIi 3amac [17].
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HccnenoBaHue He nMeno CHOHCOpCKOﬁ OAACPAKKU. ABTOpI)I HECYT IOJHYIO OTBETCTBEHHOCTD 3a IPEAOCTABICHUE OKOHYATEIIb-
HOM BEPCHUM PYKOIIMCH B I1€YaAThb. Bce aBTOPLI IPUHUMAJIN y4aCTUEC B pa3pa60TKe KOHLECIIIMWU CTaTb U HAITMCAHUU PYKOITUCH. OKOH-
yaTeJbHas BEPCUA PYKOIIMCHU ObL1a 01106peHa BCEMU aBTOpaMMu.
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