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AABTEPHUPYIOHIAA TEMUIIAETUA

JIBTEPHUPYIOIIAS] TEMUTLIETHST — 9TO PEAKOE HEBPO-

JIOTUYECKOE 3a00JIEBAHIE PAHIHETO IETCKOTO BO3PACTA,

KOTOPO€ XapaKTepu3yeTcsi IMU30ANIECKUMHU
TIPUCTYIaMU TeMU- 1/ TJIN KBAIPUTIETHI TIPOAOLKUTETHHO-
CTBIO OT HECKOJIBKUX MUHYT 10 HECKOJIBKIX JHEH, TPU 3TOM
COTIPOBOJKAAETCST IMCKUHE3UEN TIIasHbIX SIOJIOK, AUCTOHN-
YECKUMU YCTAHOBKAMU, XOPEOATETOUTHBIMU [IBIKEHISIMH,
NPUBOJSIIIMMY K IIPOTPECCUPYIONIUM HAPYLIEHUSIM [T03HABA-
TeTBHBIX (HYHKIHA. CHMIITOMBI 3TOTO 3a00I€BAHUST OOBITHO
TOSIBAISIOTCS B Bo3pacTe /10 18 mecsres. YacToTa BcTpeya-
€MOCTU CHH/[POMA aTBTePHUPYIONIEH TeMUTITIETHH B TTOTTY-
JISIUY B HACTOSIIIIEE BPEMsI HE YCTAHOBJIEHA, 10 HEKOTOPBIM
JIaHHBIM, PaCIPOCTPAHEHHOCTh ATOTO 3a00JeBAHUSA COCTaB-
aget 1 ma 1 000 000.

B wacrHocTH, 75 % cilydaeB aJbT€PHUPYIONIEN TeMUTLIE-
run obycoBaeno Myranueii B rene ATP1A3, kogupyiormem
cyobenuuuity Na+/K+-nacoca (Heinzen et al., 2012). [lan-
HBI F€H OTBEYAET TAKKE 32 PA3BUTHUE TUCTOHUU-TTAPKUHCO-
HM3Ma ¢ paHHUM eGroTom. OcTasibHbIe Crydan 00y CA0BIEHBI
mytanueil B rene ATP1A2, koaupyiomeM a2-cyObeMHUIY
Na+ /K+-anenosuntpudochaTasbl, 1 TeHe KaJTbIMEBOTO NOH-
noro kanama CACNA1A. Ha cerogasmmnnii 1eHb yKa3anHoe
COCTOSTHUE CYUTAIOT GOJIE3HBIO HAPYIIEHVIST SHEPTETHIECKOTO
cy6erpara. Ilepenaercst 3abosieBaHe ayTOCOMHO-IOMU-
HAHTHbBIM [IyTEM, OHAKO, B GOJIBINMHCTBE CIy4aeB — MyTa-
nuu de novo.

Knunudeckue 1nposiyienust 3a00jeBatust BIiepBbie ObLn
ommcanbt S. Verret u J. Steel (1971). IlepBoHavaibHo gaHHOE
MIATOJIOTUYECKOEe COCTOSTHUE PACCMATPUBATIOCH KaK TTAPOKCH3-
maspnoe (Dittrich, 1979) wim kak BapuanT 6a3uISAPHONR M-
rperu (Golden, 1975; Hosking, 1978). Ha octoBanuu 0606-
IIEHHOTO aHAJIM3a OIMCAHHBIX PaHee B JINTePaType CIyvaeB
I. Krageloh u J. Aicardi (1980) yzanocs copmymuposats oc-
HOBHBIE IMATHOCTUYECKIE KPUTEPUN YKA3AHHOTO 3200JI€BaHNST:

e MaHubecTalus B Bo3pacTe oT 2 10 18 Mecsiies;

e TIOBTODSIOIINECS aTAKKW TeMUILTIETUH;

* HaJMYUE B TIEPUO]] ITAPOKCU3MA [Ia30/[BUTATETbHbIX Ha-

pyIIeHNI;

e BereTaTHBHbIE HAPYIIEHUS, HEIIOCPEICTBEHHO ACCOIMHU-

POBaHHBIE C 3MTU30/[AMHU TeMUTLJICTHI;
* U3MEHEHUs B HEBPOJOTHYECKOM CTaTyce U 3ajlepsKKa
HEPBHO-TICUXUYECKOTO PA3BUTHSI.

N. Sakuragawa (1988) mpeniosxui QOIMONIHUTENbHBLI
JIMATHOCTUYECKUN KPUTEPUH YIOMSHYTOTO CHHIPOMA —
UCKJIIOYEHHE BO3MOKHBIX METAa00MMYECKUX U COCYUCTBIX
3a60JI€BaHMiT, KOTOPBIH TIO3BOJISIET €1Ile TOUHEE TTOCTABHUTD
JIIarHO3 TAHHOTO TIATOJIOTUYECKOTO COCTOSTHUS.

Wrak, BalieMy BHUMAHWIO TIPEJICTABIEH KIMHUYECKHII CITy-
Yaii aJIbTePHUPYIONIEN TEeMUTLIIETUH JIETCKOTO BO3PACTa.

AE€TCKOI'O BO3pPdCTa

B. N. XaputoHos,
TMO «[ICUXUATPUS» B ropoge Knese

KnuHuyeckuii cny4ai

B 11-e ornenenne TeppUTOPHATBHOTO METUIIUHCKOTO
obbenunenus (TMO) «Ilcuxuarpusi> B ropoge Kuese
obpaTuiach ceMbs ¢ MaabuukoM (1 rox u 4 Mmecsia)
¢ ’kayo6aMu Ha ePHOANIECKHE TeMUTIAPe3bl (BO3HUKAIOIIIE
I00YepeIHO TO CIIPaBa, TO CJIeBa), KOTOPbIE TOSIBUJIKCDH B
Bo3pacte 4 MecsieB. VX Mpo1o/KNTeIbHOCTD Bapbupyer
ot 10—15 mMumyT 10 2—3 mreit. Takke OTMEUAIOTCST TIPUCTYTIHI,
KOTOpbI€ HAUMHAIOTCS B BUJIE YUYAIIeHHOTO J[bIXaHus (ThIep-
BEHTHJLSIIINS ), BO3HUKAET T1J1a4, PeOEHOK HauMHAET BHIBOPA-
YUBATLCS B CTOPOHY Iape3a, MHOT/IA TOSIBJISIOTCS ANCTOHU-
YecKHe JBUKEHHS B TTaPETUYHBIX KOHEYHOCTSIX.

Bo cHe napessl ¥ IMCTOHUN MCYe3atoT 1 B ripesesax 10 mu-
HYT 110cJIe TIPOOYKIEHNs OTCYTCTBYIOT, @ 3aTeM BO30OHOB-
asroTcs BHOBb. CeMeHHBIN aHaMHe3 110 HEeBPOJIOTHIEKIM
1 [ICUXUYECKNM 3a00JIEBAHISIM HE OTSITOIIEH.

AHaMHe3 XU3HM 1 3a60neBaHUs

Pebenok ot 4-it Gepemennocty, 2-¢ poxsl (1-s1 6epemen-
HOCTb 3aKOHYIJIACEH POKICHNEM Jl0uepH, ceitdac et 12 et —
31I0pOBa; 2-51 GepPEMEHHOCTH — abOPT 110 COIMATBHBIM MOKA-
3aHUAM; 3-s1 6epeMEeHHOCTh — 3aMepuinii maox Ha 12-i
Hezene). [locenHsist 6epeMeHHOCTD TIPOTEKaTa HOPMaIbHO,
B cpoke 41 Heqesst HaYasuch huznoaornueckue possl. Mia-
nenel| poausicst BecoM 4120 1, poct — 54 ¢M, 1o 1miKaie
Anrap — 9 6annos. Ha 2-it nenp nociie poioB B ¢Bsizu ¢ Gu-
3UOJIOTUIECKOI JKENTYX0H MPOBOAMIOCH cBeToIeuerue. Jlo-
MOIi BBITIMCAH Ha 6-e CyTKM ¢ ANarHO30M: 370poB. Masbimr
10 3 MecsIIeB HOPMAJIbHO POC U Pa3BUBAJICH, a B 3 MecsIa
MocJjie KyTaHusl Y MaJb4iKa MOSIBUJIOCH CXOJISIIEECst KOCO-
rnasue, HabJI0Aad0Ch HATIPSIKEHe MBIIII BCETO TeJa.
[TomobHoe cocTosIIHIE TOBTOPUIOCH YePe3 HEEIO.

B 4 Mecama nocsie Tepanuu MUTHKOJIUHOM y pebeHKa BO3-
HUKJTa TTapest, OH CTas 6eCTIOKOWHBIM, HAYaIiCh TUCTOHITIE-
CKHe JBUKEHIS — TOJI0BA TIOBEPHYTA B CTOPOHY, PYKH TIOI-
HSATBI K TOJIOBE M CKATHI B KyJIaK (9TOT cJrydaii ObLT paciieHeH

PucyHok 1. TnasopBuratenbHbie HapyLLeHUs
BO BpeMmsi npucTyna (npaeblii rnas)
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KaK amuIenTHdeckuii mpumnajnok). Ho B mociexyiomue 1uam
MaTh 3aMeTh/Ia 0e3y4acTHOCTD U BSJIOCTh peOeHKa, OH mepe-
CTaJI TIEPEBOPAYNBATHCA HA JKUBOT U T'yJINTD, UYTO B0306HOBI/I-
JIOCh TOJIBKO cItycTsi 2—3 just. Yepes Helemnio mpucTyIl HoB-
TOPUJICSI BHOBb, PEOEHOK OIISATh TIEPECTANT TIEPEBOPAYMBATHCS
" Ir'yJnTb. HpI/ICTyHbI CTaJIN MMOBTOPATHCA KaXKAYIO HEIEJIIO.
BHOCJIe[[CTBI/H/I MaTb O6paTI/IJIa BHUMaHMue Ha TO, YTO 4aCTO
BO BpeMs IIPUCTYTIOB Y MAJIb4YMKA MTOSIBJIAJIOCH ITOJIePTUBAaHTE
MPABOTO WJIM JIEBOTO T71a3a, HO He BMecTe (puc. 1). Taxske y pe-
Genka HabJTIOAINCh TIPUCTYTIBI B BUJIE TUTIEPBEHTUIISTINML.

JlaHHbIE MPOSIBJIEHNST PACIIEHUIIN KAK SIAJIETITHYECKHUE TTPU-
CTYIIBI, 1 C TIEJIBIO TOAG0pa Tepariy GbLIN Ha3HAYEHbI BaJIBIIPO-
eBast KUCJIOTa, JIeBETUPALieTaM, KapOaMaselnH, OKCKapOaserH,
KoHasenam. [TonoxkuTenpHbi o GerT HabMOaaICs TOTBKO
B CJIydae MpreMa BaJIblIPOEBOI KUCIOTHI M KJIOHA3eNama.

JaHHble 06bekTMBHOrO ocMoTpa

Dopma roJioBbl IPU OCMOTPe — HOpMolledanbHast, OK-
PYKHOCTD — 45,5 cM (HIZKHSS TpaHuIia HOpMbI). Ueperiibie
HepBbl — 6e3 marosmornu. [1o3a BHIHYKIEHHAS, TIPaBast HOTa
U [IpaBast PyKa BUCST, B JIBUJKEHUSIX He y4acTBYIOT (puc. 2).

MpImegHbIil TOHYC HECKOJBKO CHIDKEH Auddy3HO.
Cyxosxunbhbie pediekcsl B Hopme (D = S, 2+). Manbunk He
XOJIAT, HE Pa3TOBapUBAET, 0OPaleHHY0 Peub IIOHUMAET TJI0XO.

Pesynbratsl Bugeo-23I
I[Ipu npoBesienn Bujieo-3ekTpoaniedanorpadudecko-
ro (23T) uccrenoBanus BesIBIEHO M dy3HOE 3aMeie-
Hue (HOoHOBOIT akTuBHOCTH — 4,5 'l (HOopMa 6 Tix).
AnuyienTuOpPMHBIX, UKTAJIbHBIX (PEHOMEHOB BO BpeMs
MOSIBJIEHUST MBITIIEYHBIX TUCTOHWIA, BSJIBIX TTAPAIMIeil He Ha-
6moganocs (puc. 3).

Pesynbratet MPT-uccnegosanms

[Ipu mpoBesieHNN MarHUTHO-PE30HAHCHOI TOMOTpadhuu
(MPT) rosioBHOro Mo3sra oOHapysKeHO apaxHOUAATbHYIO
KUCTY B JIEBOM JIOOHO-BUCOYHOI obmactu (puc. 4).
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PucyHok 2. NMpuxoasiumi BANbIN Nape3 NpaBon PyKU U HOTU

JaHHble nabopaTopHbix MccnegosaHmi

[Ipyrt 6MOXNMUYECKHUX UCCTETOBAHUSIX KPOBU U MOYH CITe-
UGUIeCKNX U3MEHEHWH [T CHHIPOMa abTepHUPYIOITei
TeMUTIIIETHN He 0OGHAPYKEHO.

CoriacHo JIuTepaTypHBIM JAHHBIM, TPU YKa3aHHOM COCTO-
SIHUM MOJKET OTMEUYAThCs! TIOBBINIEHNE KOJIUYECTBa TPOMOO-
LUTOB U MOHOB XJIOPA B KPOBU.

PucyHok 3. Aucbdpy3sHoe 3amepneHne hoHOBON aKTUBHOCTU
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PucyHok 4. ApaxHoupaanbHas KUCTa B JIeBOW JIOGHO-BMCOYHOM 061acTh

[enetnyeckoe obcnegosamme

CeKBeHNPOBaHUE BBISIBUJIO TE€TEPO3UTOTHYIO MYTAIIAIO
rera ATP1A3. (¢.2443G > A p.(Glu815Lys)), uro aBasercs
XapaKTEPHBIM JIJIsT AJIBTEPHUPYIONIEIl TEMUIIJIETUH JIETCKOTO
BO3pacTa.

O6ocHoBaHMe guarHosa

Z[aHHbIe aHaMHe3a I/IHCprMeHTaI[beIX 141 I[a6()paTOprIX
METOJIOB MCCEI0BAHUA JAI0T BO3MOKHOCTD IUATHOCTUPOBATD
y pebeHka aJabTepHUPYIONIYIO FEMUIIETHI0 JEeTCKOTO
BO3pacTa.

O6cyxaeHue

Oc06eHHOCTDIO AMBTEPHUPYIOMIEH TEMUTIIETUH IETCKOTO
BO3paCTa ABJIAIOTCS YaCTO BO3HUKATOIINE 3MN30/bI TPEX0-
ISTIel TeMUTIIIETHH, KOTOPast MOJKET BOBJIEKATh OOUEPETHO
TO OJIHY, TO APYTYIO CTOPOHY, & MHOT/AA 1 BCe Tesio. B 6oJib-
HMIMHCTBE CJAyYaeB Hayaao 3a00JeBaHUs IPOSBIAETCS 110
18 mecsres. [IpucTynsl AASATCS OT HECKOTBKUX MUHYT
JI0 HECKOJTBKUX JIHEH, Kak MTPaBUIIO, OHU He TTO//IAf0TCs KOP-
PEKIINH ¥ COTIPOBOKIAIOTCS MEITIEHHO Pa3BUBAIOIINMCS He-
BPOJIOTHYECKUM JeUIIuTOM (KOTHUTUBHOHM HEIOCTATOYU-
HOCTBIO).

Kpowme remurnapesa, B CBOIO 0uepe/ib BCTPEYAIOTCS BHE-
3allHble aTaKy B BUJIE XOPEOATeTO3a, IMCTOHUH, HUCTAr-
Ma 1 JUCIHO3. 3a/iep:KKa HEPBHO-TICHXUYECKOTO Pa3BH-
TUSI — 3TO OJIHO M3 OCHOBHBIX HPOSIBJEHUI CUHIPOMA
aJbTePHUPYIONIEH TeMUTJIerny. XapakTepPHO TaKKe s
JAHHOTO CUHAPOMA MCYE3HOBEHNE MPOSBJIEHUI BO Bpe-
MsI CHA.

JubdepeHnraabublil TMArHO3 CUHAPOMA AJTBTEPHUPYIO-
1€l TeMUTITIErHH CJIelyeT TIPOBOJUTD C IUPOKKUM CIIEKTPOM
3a60JIeBaHWI HACTEICTBEHHOTO I IPHOOPETEHHOTO Xa-
paKTepa, KOTOPbIe MOTYT SIBJISTHCS TPUINHON BOSHUKHOBE-
HUSI OCTPBIX 3MM30/I0B HAPYIIEHKsI MO3TOBOTO KPOBOOOpa-
IIEHUS Y JIeTell, a TaKKe MaTOJIOTUUECKUMU COCTOSTHUSIMU,

COTIPOBOXK/IAIOITMMUCS BHE3ATHBIMU TIEPUOIAMU IOTEPU JIBU-
raTeNbHOW aKTUBHOCTH.

Takske HEOOXOAUMO MCKITIOUHTD:

1) 3abosreBaHmsT 0O6MEHA BEECTB (TOMOIUCTHHYPHUIO,
6osesub Mabpu, cuHapoM MELAS («MUTOXOHZPUATBHYIO
sHIeDATOMUOTIATHIO, JJAKTATAI[M/03, MHCYJIBTOMOA00HbIE
AIM30/IbI» ), 60JIe3Hb MeHKeca y 1eTell paHHero BO3pacTa,
neUIIT METUIEHTETPAruApohOIuATPEeyKTa3bl, HEPO-
dbubpoMaros, HacAeACTBEHHbIE IUCTUIONPOTEHHEMII
u p.);

2) 3aboyeBaHus COCAUHUTENbHON TKAaHU (CUHIPOM
Aaepca — [lanmnoca IV tum, anactuueckyio 1mceBIoOKCaHTO-
MY, TIPOTEPHIO);

3) reMaToOJIOTHYECKYE TATONOTHH (CEPIOBUAHO-KIETOY-
HYIO aHEMIO, HaCJIeICTBEHHYIO TIOIUIUTEMHIIO, KOaryJIomna-
Tin, gedurmt [T KodakTopa remapiHa, maToJIOTHIO0 TPOMOO-
IIUTOB, KAPAMONATUU (KOTOPBIE MOTYT COTIPOBOKIATHCS
aMGoJIHei), ceMelHyI0 MUKCOMY | Ip.).

Crtpaterus neyeHus

Crieninuveckoro JiedeHus: aJbTePHUPYIOINIeN reMuILIe-
TUY JIETCKOTO BO3PacTa B HACTOSIIIee BPEMsI He CYIIeCTBYET.
B xauecTBe BApHAHTOB JIEYEHUS] MOXKHO PACCMOTPETh KeTo-
TeHHYIO INeTY — HU3KOYTJIEBOJIHAS /IIETA C BHICOKUM COJIEP-
JKaHueM KUPOB U YMEPEHHBIM cofiepskarieM 6enkos (Rou-
bergue et al., 2015). B 11-m otnenernu TMO «IlcuxuaTpusi»
pebeHKy Oblia TTpoBe/leHa M3HAYATHLHO KITACCHIECKasT KETO-
reHHas auera (COOTHOIIEHUE KUPOB, OETKOB 1 YTJIEBOIOB
Kak 4 : 1), KoTopast y4acTuja u yCUJINJIa IPUCTYIIbl TeMHU-
IUIETUH U MBIIIEYHBIX JUCTOHMU. Briociencrsun pebeHOK
ObLT TIepeBesier Ha cootHotenue 1 : 1, 4to mpuBeso K cHu-
JKEHHIO YaCTOThl U UHTEHCUBHOCTH TIPUCTYIIOB, HO B TIPe/ie-
JIaX COCTOSTHWA 710 Hadasa KeTOTeHHOH AMeTHI.

Takum 06pa3oM, HANTH HAOTIONEHNS [TOKA3bIBAIOT, YTO
KeTOTeHHasI /ieTa He BCeTr/ia IeMOHCTPUPYeT 3 PeKTHBHOCTh
IPY JIAHHOM COCTOSTHUM.
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