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AHHOTALMA

SuuedanonaTyy passuTys u snmIentudeckre (APJ) ABmAOTCA HauboIee CIOKHOI IPOOIEMOIL B STIMIEIITOIO-
ruu. Cunppom Jlennokca — lacro (CJIT) aBrsiercst P ¢ ne60TOM B JeTCKOM BO3pacTe, IIPOSIBIAIONIEIICS YaCThIMU
HOMUMOP(HBIMY IIPUCTYIIAMM, BK/II0OYasi TOHNYECKIE aKCUaIbHble; BBIPaKeHHBIMM KOTHUTYBHBIMYU HapyLICHUAMIY;
MeieHHoi (<2,5-3,0 1) aKTMBHOCTBIO «OCTpasi — MeJIEHHAs] BOJIHbI» B MHTEPUKTATbHOM II€PHOJie Ha IEKTPO-
sHIedaIorpamMmMe, a TakKe mpobderaMu ObICTPOIT AKTMBHOCTY € YacToToil 10-20 I11, HepemKo accouMMpOBaHHBIMU
C TOHMYECKMMIL IPUCTYIAMI; PE3UCTEHTHOCTBIO K Tepamuit. IIpefonoXuTeNbHO TeHeTHIecKe W (pOpMBI ¢ HEW3-
BECTHOII Ipu4nHOit cocTaBAoT 20-30% cnydaes CJII, ofHAKO OTATOIIEHHDIN CeMENHbIN aHAMHEe3 I10 SIMIeIICUI
cpenu 60mbHBIX CJIT' oTMedaeTcs Bcero B 2,5 %.

Llenv pabomv — neranpHOe omucanue cemeitHoro crydas CJII' y ;ByX popHBIX 6paTheB ¢ OTpaKeHUeM K-
HIYEeCKUX IIPOABJICHNIT 9TOTO SIMICITUYECKOrO CUHIPOMa, (apMaKOPEe3VCTEHTHOCTY K IPOTUBOSIIIIEITIYECKIM
npenaparam 1 BpéMeHHOI 3 PeKTNBHOCTH a/bTePHATUBHBIX METOOB JIedeHNs (TOPMOHA/IBHOI TEPAINU U XUPYP-
TUYECKOTO JIEUEH S ).

Mamepuanvt u merodvl. BBIIIOTHEHO PeTPOCIEKTUBHOE ONMMCaHMe UCTOpyK 60me3sHu 3 cubCOB, POXKIEHHBIX
B O/IM3KOPOJICTBEHHOM Opake.

Pesynvmamot u 06cysxoernue. OTMedeHa CXOXKeCTb TedeHMs 3a00jIeBaHMs V¥ ABYX OpaTbeB, aOCOMIOTHAS pe3t-
CTeHTHOCTb K MEMKaMeHTO3HOJ aHTUSIIICNITIYECKO Tepalmu ¥ BpeMeHHas 9((eKTMBHOCTbD TOPMOHAIbHON
teparuu npu CJII' ¢ yMeHbIIeHMeM IIpOfo/DKUTeIbHOCTY 9 dekTa oT Kypca K Kypcy. Kpome Toro, mokasano pep-
Jaiililee apasUlelibHOE CYIeCTBOBAHIE B PaCCMAaTPUBAEMOIt ceMbe APYTOro ayTOCOMHO-IOMMHAHTHOTO 3a60meBa-
HUsT — Heiipodubpomarosa 1 Tuma.

3axmouenue. JeranbHoe ommcanne CJIT' B paMKax OffHOII ceMblt He TOTIbKO PAcIIMPUT 3HAHMA Bpadell 06 aToM
3a60J1eBaHNUY Y CTIOKHOCTSX €0 JIeYeHN s, HO U YIy4ILINT IOHMMaHye FeHeTHYeCKIX MeXaH3MOB pa3Butysa JPD.

KiroueBble croBa: sHIjedanonaTusa pa3BuTHsA U SMMIENTHYeCKast, CMHAPOM JleHHOKca — [acTo, reHeTHKa, rop-
MOHaJIbHAs Teparms, Heiipodubpomaros

KOH(I)HI/IKT MHTEPECOB. ABTOPI)I 3asABIIAIOT 00 OTCYTCTBMM ABHBIX I IIOTE€HIMIA/IbHBIX KOH(i)III/IKTOB VMHTEPECOB.

CootBercTBye mpuHIuIaM 3THKY. OT 3aKOHHOTO TIPENCTABUTEN MALVMEHTOB IOIyYeHO MHPOPMIPOBaHHOE
coryiacue Ha MeIMIIHCKOe BMELIaTeIbCTBO, POTO- ¥ BUAEOCHEMKY, MCIIONIb30BAHMeE TaHHBIX B HAYYHBIX LIe/LIX. MaTepu-
aJ1 of06peH JIOKa/IbHBIM 9TIYeCKUM KOMUTETOM TIOMEHCKOTro roCyAapCcTBEHHOTO MEUIIMHCKOTO YHUBEPCUTETa KaK CO-
OTBETCTBYIOLIVIT 3TNYECKIM IIPUHIIMIIAM HaJyIe)Kallell KIMHITYeCKOl IPaKTUKY (IIpoTokor Ne 122 ot 25 mions 2024 1.).

s nurupoBanusa: HesaBucuMoe BOSHMKHOBEHIE [IBYX CIy4daeB cuHpipoMa JleHHokca — TacTo u Heitpodu-
6pomarosa B ceMmbe / O. A. PaxmanuHa, E. B. JleButuna, E.b. Xpamosa [u gp.] // Ypanbckuit MERUIIHCKWI XY pPHAIL.
2024.T. 23, Ne 5. C. 104-113. DOI: https://doi.org/10.52420/umj.23.5.104. EDN: https://elibrary.ru/SFKPPD.
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Abstract

Developmental and epileptic encephalopathies (DEE) are the most difficult problem in epileptology. Lennox —
Gastaut syndrome (LGS) is a developmental and epileptic encephalopathy with onset in childhood, manifested by:
frequent polymorphic seizures, including tonic axial ones; severe cognitive impairment; slow activity (with a frequency
of <2.5-3.0 Hz) sharp-slow wave in the interictal period on the electroencephalogram, as well as runs of fast activity
with a frequency of 10-20 Hz, often associated with tonic seizures; and resistance to therapy. Presumably genetic or
forms with an unknown cause account for 20-30 % of cases of LGS, but a family history of epilepsy among patients
with LGS is observed in only 2.5 %.

The purpose of this work was to describe a familial case of LGS in two siblings.

Materials and methods. A retrospective description of the medical history of 3 siblings born in a consanguineous
marriage was performed.

Results and discussion. There was a similarity in the course of the disease in the two brothers, absolute resistance
to drug antiepileptic therapy and temporary effectiveness of hormonal therapy for LGS with a decrease in the duration
of the effect from course to course. In addition, the rare parallel existence in this family of another autosomal dominant
disease — neurofibromatosis type 1 — is shown.

Conclusion. A detailed description of LGS within one family will not only expand doctors’ knowledge of this disease
and the difficulties of its treatment, but also improve understanding of the genetic mechanisms of the development of DEE.

Keywords: developmental and epileptic encephalopathy, Lennox — Gastaut syndrome, genetics, hormonal ther-
apy, neurofibromatosis
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BBenenmne
OHuedanonaTuy pasBuTHA 1 snwenTideckne (9PJ) ABnA0TCA HarboIee CIOKHO Ipobite-
Moit B smtenironioruy [1]. Ha coBpeMeHHOM aTane 61arogaps akTMBHOMY M3YYeHUIO OOJIBIINH-

2024 | Vol. 23 | No.5 105



YpanbCkuii MeaULMHCKNIA XypHan
umjusmu.ru

cTBO OP3J nepexBamiuIpoBaHO 13 PacCTPONICTB C HEM3BECTHOI STVOJIOTHEN Ha 3a60/IeBaHA
C YCTQHOBJ/ICHHOJ FeHeTI4ecKor TpyuyHoii. [ cuuipoma JlenHokca — Tacro (CJIT) xapakTepHO
couyeTaHMe CIeYIOIMX IPU3HAKOB: MHOXECTBEHHbIE THIIBI AIVJICIITUYECKMX IIPUCTYIIOB (C 065-
3aTe/IbHBIM Ha/INYMeM TOHMYECKMX); Pe3VCTEHTHOCTb K Tepammy; #eOT fo 18 jeT; KOrHUTHB-
Hble (11 9acTO) NMOBefeHYeCK)e HaPYIIEeHNs, KOTOpbIe MOTYT OTCYTCTBOBAThb B AeOI0Te IPUCTYIIOB;
mnd¢ysHas MefleHHas NVK-BOMHOBAs U TeHepalM30BaHHAs IIAPOKCH3MalbHasg OBICTPOBOTHO-
Bas aKTMBHOCTD (aHen. Generalized Paroxysmal Fast Activity, GPFA) Ha anekTposHiiedanorpam-
Me (93T) [2, 3]. HeBpomoram, B T. 4. CHELMaIM3UPYIOIIMMICA B BOIIPOCAX SIIVIJICIITOIOT MY, TIPY-
3HaHbI HEOOXOIVMMOCTD ¥ BaXKHOCTb CBOEBPEMEHHOJI paHHelT AMarHOCTHKM 3aboneBanusa. OnHa-
KO 3TO He BCerfa BO3MOXKHO. K OCHOBHBIM IIpMYMHAM, BbI3bIBAIOLIVM TPYAHOCTU B IMATHOCTUKE
Y IPUBOZAIINM K «Pa3MbIBAaHIIO» JUATHO3a CUHAPOMA OTHOCAT: IIOIM3TUONOTMYHOCTD CUHPOMa;
VI3MEHEHVIS] KIMHIYeCKIX IIPOsABIeHNIT 1 KapTuHbI D3I B mporjecce pa3BuUTys O0IE3HY U TIOJ, BIIVI-
AHMEM Tepaluy; CyllieCTBOBaHNe AMNIENTUYECKUX CMHAPOMOB, cxofHbIX ¢ CJII; oTcyTcTBUE B Me-
IUIMHCKOI Cpefie TIOJTHOTO COT/IACKA 110 MOBOAY AMATHOCTUYECKNX KpUTepueB CMHApoMa [4, 5].

Ilo snmupemmonormdeckuMm JIaHHBIM, pacnpoctpaHeHHOCTb CJII' cocraBnser 2,8 ciyvas
Ha 100000 pereit [6]. CJIT npepcraBiser co60it PO ¢ IMPOKIM CIIEKTPOM STHOMIOINIECKIX (ak-
TOPOB. ITO MOTYT OBITh HAPYLIEHVSI KOPTUKAIBHOTO Pa3BUTNA, IEpPUHATA/IbHBIE 9HIIe(aTonaTny,
OITYXOJIV TOJIOBHOTO MO3Ta, 9HIIe(aTnThl, HeIPOKOXKHBbIE CHHIPOMBI, HaC/IeACTBEHHbIE 00Ie3HU
MeTabo/M3Ma, XpOMOCOMHBIE aHOMA/IMM 1 Apyrue ¢pakTopbl. [TpennonoxuTenbHo, reHeTIIecKe
vt pOPMBI C HEM3BECTHOI IpuunHOi coctasiAoT 20-30% crygyaes CJII' [6-8]. Ilarorennsie
BapMaHTBhl BO MHOTUX Te€HaX MOTYT BBbI3BIBATh KIMHMYecKyio KaptuHy CJII, mpudem 06bI9HO 3TO
MyTauyy, BosHyKaoye de novo (cnoHTaHHbIe, criopagiyeckue). Kinmanko-snnedanorpagiye-
ckas kaptuHa CJII' onucaHa mpy MyTauMAaX B TAKUX reHax, Kak SCNI1A, GABRB3, ALG13, SCN8A,
STXBP1, DNM1, FOXGI u CHD2 [4]. KpoMe TOTO, psJ, XpOMOCOMHBIX @aHOMA/INII MOXeT ObITb
accorymposat ¢ CJII, B cBA3M ¢ 9eM HeOOXOAMMO IIPOBOAVITH XPOMOCOMHBI MYKPOMATPUYHBII
a"amm3. CymecTByIoT egyHIYHbIe y6mkanuy codetannsa CJII ¢ cungpomom [layHa, MO3an4HO-
ro BapuaHTa DJIBapyca, CUHPOM TaK)Xe OIJCAaH IPY MUTOXOH/IPMA/IbHBIX 3a00eBaHysAX [9, 10].
[To panubv JK. Ditkapau (J. Aicardi, 1994)', OoTATOILEHHDINI CeMelTHbII aHAMHe3 110 AMMJIETICUN
cpennt 6ompHBIX CJII' oT™Mewancs Bcero B 2,5%. Ham Berpermntocs b ogHo onvcanue CJIT
B ceMbe Y ABYX cectep [11]. Takum 06pasom, MIMPOKWIT CIIEKTP F€HETUIECKUX MCCTIeJOBAHNIT —
CEeKBEHVPOBAHNA ITOC/IETHETO ITOKOJIEHN A — CTIefyeT BBIONHATD y 60mbHbIX CJII, 0ocobeHHO ecn
II0C/Ie TIPOBEJeHNA MarHUTHO-pe3oHaHCcHOM Tomorpaduy (MPT) romoBHoro mMosra u KimHmde-
CKOTO VICCIEOBAHISA STMOIOTHS SIMIEIICUI OCTaeTCsa HensBecTHOM [12]. B manpHelneM reneTu-
JyecKoe TecTHpoBaHMe OyzeT Heo6XoaMOo ¥ Ipy CTpyKTypHOIT aTronoruu CJIT o npentnduka-
VM CTy4YaeB 3a00/IeBaHMs CO CMEIIaHHOIT aTnonorye [1].

ITens paboTpl — feTanbHOE onucaHye ceMeitHoro cry4das CJII'y gByx pogHbIX 6paTheB ¢ OT-
paKeHMeM KIVHUYECKVX IIPOSBJICHNUI 9TOTO SIIVJIEIITNYECKOTO CMHAPOMA, (papMaKOpe3VCTeHO-
CTU K IpOTMBOSIMIeNTNYecKUM npenaparaM (I19I1) n BpemeHHOI 9 PeKTUBHOCTY albTepHa-
TYBHBIX METOZOB JIe4eHNs (TOPMOHA/IbHAS Tepalyis Y XUPYpPriudecKoe JedeHue).

Marepuanbl 1 METOIBI

BEBINIOTHEHO peTPOCIEKTUBHOE ONVCaHMe NCTOpUY 60/Ie3HN 3 cOCOB B OJHON CeMbe C KIIM-
HVIKO-TeHea/IOTMYeCKIIM aHa/I30M U OL[eHKOIT 9(pPeKTMBHOCTI IPOBOAVIMOTO Ha IIPAKTHKE JIede-
HIA, B T. 4. TOPMOHQA/IbHOV T€PaINN.

! Aicardi J. Epilepsy in Children. 2nd ed. New York : Raven Press, 1994. XIII, 555 p.
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PesynbraTbl

Knnanyeckoe Habmrogenne 1

Manpunk 1, 11 net. PebeHok OT mepBoit 6epeMeHHOCTH, IIPOTeKaBlIeil 6e3 0coOOeHHOCTel;
ponbl B 39 Hefienb, ollepaTuBHbIe (ITOKa3aHMs HeM3BeCTHBI); Bec 2950 r. PaHHee pas3Butue coort-
BETCTBOBAJIO BO3PACTy: XO4uI ¢ 11 MecsleB, B 1 rof B peun NOABUINCH eIMHNYHBIE c1oBa. Ha-
CTIe[ICTBEHHBIN aHAMHe3 I10 SIMIETICUY He OTATOIeH, O/IM3KOPOCTBEHHbIN Opak (MaTbh 11 oTel, —
nBoropopHble c16chr). C 2 jeT popuTeNnM CTaly OTMedYaTb HEYCTONYMBOCTh MajabiyMKa 1 Ipu
xonb0e. [JeO0T MpUCTYIOB BO3HMK B 2 rofja 3 Mecsla: 4 MpUCTyIa ¢ MHTEPBalIoM B 1-2 Hefenu
B BIJIe€ K/IOHMII B KOHEYHOCTSX, I71a3a OTKPBIThI, CMOTPAT B OHY TOUKY, C/IETKa ITOJBe/I€Hbl BBEPX,
IJINTEIbHOCTD 2—3 MUHYTHI.

IMauuent o6cnenosad: MPT romosHoro Mosra — 6e3 ocobernocreir; 99 — KOMIIIEKCHI
«OCTpasi — MeJJIeHHasl BOJIHBI» B IIPABOl IIeHTPa/IbHO-TTOOHO-BUCOYHOIT 00/1acTy ¢ PeHOMEHOM
BTOPUYHOII OVIaTepa/IbHON CMHXPOHU3anV. B pe3yibTaTte BbICTaB/IeH AVaTHO3 — CYMITOMATI-
qyecKasi oKaIbHasI AIWIETICYS; Ha3HaYeH Tolpamar — 75 MI/CyTKM.

B TeyeHne 6 MecAneB NPUCTYIbI COXPaHAINCH, BOSHUKA/IN NIEPEN, CHOM MM BO CHE, 3aTeM
CTa/IM YYAIIAThCs IO HECKOIBKIX pa3 B [IeHb, HapacTajla CTaTOAVHAMIYeCKas aTaKCus, peOeHOK
HepecTaj XO4uThb, pasroBapusarh. [Ipu cMeHe Tonmpamara Ha Banbrpoar — 6e3 addekra; Bajb-
IIpoaTa Ha KJI0Ha3enaM — IPUCTYIIBI IPEeKPaTUINCh, MaJIb4MK CHOBA CTa/l XOOUTb.

Yepes 3 mecAna NOABUINCH IPUCTYIIBI B BUJIE TafIeHMIT BHU3 10 TPAJJEHTY Beca C TpaBMaTH-
3a1yei rOJI0BbI, TAKXXe IMOABVIIVICH 3aMVPaHNA C a[IBEPCHEN TOJIOBbI M I71a3 B CTOPOHY 110 3—4 c. Ha-
CTOTa IIPUCTYIIOB He NOJAeTCA IOACYETY — COTHM B JIeHb. Ma/Ib4MK IepecTasn XO4UTh, C TPYLOM
yZep>K1BaJI FOJIOBY, IIepecTajl pasroBapuBaTh, IOHNMATh oOpamieHHYyI0 peyb. Ha 93T perncrpu-
poBasiach snIenTGOpMHas aKTVBHOCTD B BIJie MeJICHHBIX KOMIUIEKCOB «OCTpasi — MeJ|/IeH-
Hasi BOJIHBI» C JIOKa/M3alyer B I00HO-1[eHTPaTbHOI U IIeHTPaIbHO-TEMEHHOI 00/1acTAX CIpaBa.
[Tpm yrny6neHun cHa ak TMBHOCTD probpeTana auddysHbiil xapakrep. B medeHnn npuMeHsnmmcy
pasmunble KomOuHanyy [19I1: kIoHa3emaM ¥ BajbIpoaT — IIPUCTYIBI COXPAHSINCD; JIAMO-
TPUIKUH U BaJIbIIPOAT — IIPUCTYIIBI IPEKPATIVCD, PeOCHOK CHOBA HaYajI XOANUTD, YIyYIIVINCH
KOTHUTVBHbIE PYHKIIVIN.

Yepes 4 MecALa y peOeHKa IOABUINCH TeHepaIN30BaHHbIe TOHMKO-KIOHIYeCKIe TIPYCTYIIbI
C HapacTaHVeM YacTOTBl 0 €KeJHEBHBIX, ITOCTEIIEHHOE YXyHLIEHNe B [IBUTATEIbHON cdepe.
[TpoBenen xopoTkuit (14 gHei) Kypc TOPMOHA/IBHOI Tepanuy JeKCaMeTa30HOM B BUJje MHDBEK-
1V1i1, Ha (POHE Yero MPUCTYIIbI IPEeKPaTIINCh, BEPHYIUCH YTPadeHHbIE IICXOMOTOPHBIE HaBbIKI,
MaJIb4MK CHOBA CTa/l XOJUTb.

Yepes MecAl mocie OKOHYaHMA Kypca BHOBb BO3HUKIIO yXY[LIEHME B BMJ€ HapacTaHMUA
CTATOAVIHAMIYECKOJl aTaKCHM, BO30OHOB/IEHME NIPUCTYIIOB, MOAMUIVIPOBAHHAS TMIICAPUTMILA
no I3 Ilpucrynsl nmomuMopdgHbIe: IreHepannu3oBaHHbIE TOHVKO-KIOHNYECKVe, aTOHIYEeCKNe,
TOHMYeCKue (aKCuaabHble, Io0anbHble), POKaTbHbIe MOTOPHBIE BepCUBHBIE (PeIKO) M HEMO-
TOPHBIE C OCTAHOBKOJI B30opa 6e3 IafieHnit ¥ aBTOMaTN3MOB, aTuIyHble abcaHcol. Havyara Tepa-
A TUAPOKOPTU30HA alleTaTOM B Jo3e 10 MI/KT C IIOCTENIEHHbIM CHIDKEHMeM Ha 2 MI/KT 1 pas
B 2 HeJlenu, IJIMTEIbHOCTb Kypca cocTaBuiaa 3 Mecana. OTMedanach IOTOKNUTeIbHAA JUHAMUKA
B BJJIe KYIIMPOBAHNA NIPUCTYIIOB, BOCCTAHOBJIEHV IOXOAKM, YIy4IIeH)A KOTHUTUBHBIX (PyHK-
nuit. IIpy oTMeHe cTeponi0B BO3OOHOBM/IVICH ATOHMYECKNE IIPYUCTYIIBI 110 TUITY Pe3KMX KIBKOB
BIIEPE]] C MafIEHUAMMA.

[Tpomomxken nombop koMmbuHMpoBaHHOV Tepamuu [I9I1: pypunamup, neBetmpaneram,
JTaMOTPUJKVH; JIeBeTHpalieTaM, TaMOTPUKIH, K100a3aM — HPUCTYIbI COXPAHSINCD, YIYd-
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IeHNs He ObUIO, IpOrpeccupoBaa aTakcus. Bo3oOHOB/IeHa rOpMOHAIbHAS Tepamys TULPO-
KOPTM30HA alleTaToM, Ha (JOHe KOTOPOI COCTOsAHME pebeHKa CHOBA CTaOMIN3MPOBAJIOCh: KY-
NVPOBANMNCh AaTOHMYECKNME IPUCTYIBI, OTMEYANOCh CHIVDKEHME YacTOTBI T'€Hepaan30BaHHBIX
CYJOPOXKHBIX IIPUCTYIIOB, Ma/Jb4MK 1 Haya/ yCTONYMBO CUAETh, BO3OOHOBWIACH XOfIbOa, CcTal
OpaTb pyKoJ IpefMeTHl, )KeBaTh TBepAYIo muily. OTMeHa CTepOUIOB BHOBb IPMBEIA K YXy/lle-
HIIO0 COCTOSHMA.

B 5 ner mpoBefeHa MUKPOXMPYprudeckas Kauto30ToMus, 3¢ HeKTMBHOCTb KOTOPOII OIyica-
Ha B JIEYEHNUN 3TOTO CMHApOMa y fieTeit [13]. B kaTaMHe3e Manmbunka 1 B IepBblil TOJ, ITOCTIE OTle-
pauuy — 2 TOHMKO-K/IOHMYECKNX IIPUCTYIIA, BO BTOPOVi rof, — 4 npucryna. B HacTosAmee Bpemsa
IOJTy4aeT Tepanuo: Tonupamar — 150 mr/cytku (7,2 Mr/kr), nesetupaneraMm — 1000 Mr/cyTkn
(47 mr/xr), mamoTpumKxuH — 150 mr/cyTku (7,14 mr/xr). HabmogaeTcss He3sHaYMTeNbHOE YTy dIIe-
HIIe B Pa3BUTNU. B HeBpo/IornyeckoM craryce y pebeHKa COXpaHAeTCsl MOTOPHO-CEHCOPHAs INC-
(dasus pasBUTHA, HABBIKM 110 BO3PACTy He cOPMUPOBAHBI, IIPY Y4YaIeHUN IPUCTYIIOB BO3HM-
KaeT CTaTOAMHAaMMYecKas aTakcys. /1 1moucKa reHeTM4YecKOo STHONOIUY CMH/IPOMA BBIIIO/THEH
CKpUHVHTI Ha 0O0JIe3HU HapyIIeHMII aMIHOKVICJIOTHOTO 0OMeHa ¥ MUTOXOHJpUajIbHble OONIe3HN:
TaHJ€MHAs MacC-CIIEKTPOMETPUA — HapYyLIEHUI YPOBHEN ONpee/iAeMbIX aMUHOKICIOT HE BbI-
ABJIEHO; TaKTaT — 1,4 MMob//1. [IpoBefieHO ceKBeHNMpOBaHYe Je30KCHPIOOHYKIIEMHOBO KVIC/IO-
o1 ([JHK), manens «HacmencTBenHble anmencum», oOHapy>KeHa reTepO3UroTHAs MUCCEHC-MY-
tauys B reHe PEX5 (roMO3UTOTHBIE MyTalVy OIJCAHbI  IALIEHTOB C HapyLIeHueM OuoreHesa
nepokcucom tin 2 A — cunpgpom LlenbBerepa).

Knnanyeckoe Habmrogenne 2

Manpunk 2, 8 net. [lepuHaranbHbIl aHaMHe3: peOEHOK OT BTOPOJ OepeMeHHOCTH, IPOTe-
KaBlIei (pU3NOTOTMYECKY; POZIbI BTOPBIE, B CpoKe 39-40 Hefenb, CaMOCTOSITeNbHbIE; BeC IIPU PO-
xpervy 3900 . Ha 1 ropy >ku3HM IICMXOMOTOpPHOE pa3BUTHE IO Bo3pacty. Je6T 3aboneBanms
IIPOM30ILeN B 2 TOJja — HEYCTONYIMBOCTD IIpy X0fib0e, gacThle mageHus. ITo ganupiM D3I -nccneno-
BaHUA B e010Te 3a00/IeBaHMsI: aCHXPOHHAs PerroHaIbHasl CyOKIMHIYecKast SmIenTugopMHast
aKTMBHOCTD 33 CYeT KOMIUIEKCOB «OCTpas — MeJJIeHHasA BOIHBI» C JIOKA/IM3aLell B IIeHTPab-
HO-BJICOYHO-TEMEHHOIT 00JIaCTH C JIEBOCTOPOHHMUM IIpeob/ajjaHieM cO CKITOHHOCTBIO K uddys-
HOMY paclpocTpaHeHuto. [Ipydem T0KammM3aIys 1 TUII SIVJIETITHYeCKO aKTUBHOCTY COBIIAIAIOT
C TakoBOI1 y crapurero 6para. C 2,5 y1eT Ma/JbuMKy 2 HauyaTa MefMKaMeHTO3Has Tepamus: Bajib-
IpoeBas KIC/IOTa U TUIPOKOPTI30Ha arjeTat. C 3 yieT nmpousomnien fe60T aTOHMYECKUX IPUCTY-
noB. HecMoTps Ha neyeHne, TedeHne 3a601eBaHNA VIMEIO BOTHOOOPA3HbII IIPOrPeCcCUPYIOMINIL
xapakrep. Ilo aHasmoruu co crapmum 6paToM MMeeTcsa MOMMMOp(NU3M IIPYUCTYIIOB: ATOHIYECKIe
U TOHM4YecKue (MefIIeHHbIe 11 OBICTPBIE, IO TUILY «HbIPKA BIEpel», MafgeHsi); MUOKTOHNYIeCKIe
Y MUOK/IOHMYEeCKU-aTOHMYECKIe NIPYUCTYIBI (MeIJIeHHBINI HAKIOH BIlepef 1 2-3 B3[paruBaHuA
BepXHell IIOJIOBMHBI TY/IOBUINA); TOHMKO-KIOHNYECKe C HeM3BECTHBIM Hada/loM; (hOKaIbHbIE
MOTOpHBIE IIPUCTYIIBI (3aBefieHNe I/Ia3 B CTOPOHY, KJIOHUY B IIOJIOBMHE JINIIA VIIM 9acTOe MOp-
raHue). B mepuon o6octpenns 3aboneBaHUsA KOMMYECTBO IPUCTYIOB — JIO JIECATKOB B JICHD,
He MOAJA0TCA MofAcYeTy. HapylieHnsa HeBpOIOrM4ecKoro craTyca: MOTOPHO-CEHCOpHas ancda-
3uA pasBUTHA, He cGOPMIUPOBAHBI BO3pACcTHBIE HABBIKM, IIPY YYalleHUV IIPUCTYIIOB BOSHUKHO-
BEeHJIe BBIPAKEHHOI CTaTOAMHAMIYECKOl atakcuy 1 II[-KapTyHa Ipy IpOTrpeccupoBaHNM 3a-
OoneBaHNA TaKoKe aHAIOTMYHBI K/IMHIYECKOI KapTUHe U pe3y/IbTaTaM 00C/IeoBaHMs CTapIlero
Opara (puc. 1, puc. 2).
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Puc. 2. 93T manpuuka 2 (cpeguuii 6par) B 4 roga (2019)

Manpumk 2 06cnefioBaH: TaHIeMHas MacC-CIIeKTPOMEeTPHsA — HapylIeHMil YPOBHA aMUHO-
KICTIOT He BblsiBeHO; MPT ronoBHoro Mosra — npusHaky yMepeHHBIX IIepMHATaTbHO-TUIOKCH-
JeCKMX M3MeHEeHNII B 6e10M BelllecTBe 000X MOMyIapyii TOTOBHOTO MO3Ta. B medennn pe6eHOK
TI0/Ty4asl TOPMOHa/IbHYI0 Tepanyio u [1911.
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B me6roTe 3abomeBaHMA: Kypc IMAPOKOPTU3OHA AlleTaTOM — OTCYTCTBME IPUCTYIIOB 9 Me-
csues (6 MecsIeB Ha TOPMOHaAX, 3 — 0e3 HUX); IIPeJHN30/IOH B Bo3pacTe 3,5 JIeT — OTCYTCTBUE
IPUCTYNOB 7 MecsueB (6 MecAlleB Ha TOPMOHaAx, 1 — 0e3 HUX), IMAPOKOPTU3OHA alleTaT B BO3-
pacte 4 7eT — OTCYTCTBME IPUCTYIOB 9 MeCsIeB, PeUNANB HA CHIVDKEHME JJO3bI CTEPON/IOB.
Hab6nropamice mo6ounble s deKThl cTepougHO Tepanuy: cuHApoM KymHra, BosOyxpeHme.
[I911 B aHaMHe3e: BaJbIIPOATHI, TONVPAMAT, IJAMOTPUPKIH, JIeBeTHpalleTaM, KIOHa3eIaM, Iie-
pamnanen, pyunamua. dpdexrusuble [I19I1: TaMOTPUIKUH — OTCYTCTBUE HPUCTYIIOB 3 Me-
csl1a; eBeTupareTaM — OTCYTCTBIE IPUCTYIOB 1 MecsIll; IepaMIIaHel — OTCYTCTBUE IPUCTY-
noB 2 MecaAna. Habmopamicy no6ounsie adpdexrer [I9I1: Tommpamar — arrpaBarjys IpUCTYIIOB;
K/IOHa3ernaM — BBIPa)KeHHasi COHIMBOCTD, BSIOCTh. B HacTos1lee BpeMs IIO/TyYaeT TePaIuio: /la-
MOTpUIKUH — 150 mr/cytkm (7 mr/kr), neBetupaneram — 1200 mr/cytku (57 Mr/kr), pyduHa-
vy — 1000 mr/cytku (47,6 mr/kr). B ormmane ot crapuiero 6para u ¢ y4eToM O0JIbIIei COXpaH-
HOCTY KOTHUTVBHBIX (DYHKIINIT TPOM3BeieHa YCTAaHOBKA CTUMY/IATOpa Oy>KAaoIiero HepBa.

O6cyxpmeHne

V3BecTtHO, yTO ciydan CJII, kak, HanmpuMep, SNMIeNTUYeCKIe CUHIPOMBbI, 3TUOTOTMYECKM CBS-
3aHHbIE CO MHO)XECTBEHHBIMY T€HETMYECKIIMI /I XPOMOCOMHBIMY aHOMaAMI [14], cpenn cn6-
COB VICK/IIOUNTENbHO pepku [11]. Hamu npepcraBieHsl OfHY 13 HEMHOTUX KIMHWYECKNX C/IydaeB
xmaccrdeckoro CJIT'y popHbIX cOcoB. YUUTHIBasA, YTO MALVIEHTHI POXK/ICHBI B O/IM3KOPOACTBEHHOM
Opake MOXKHO ITOZO3peBaTh PeLieCCUBHBIN TUII HAC/IeOBAHNUA OCHOBHOTO 3a00/IeBaHs, KOTOpOe
He ycraHoB/eHo. O6Hapy>KeHHas y cTapiuero pebenka MyTanys B reHe PEX5 HaXoOMUTCA B reTepo-
3UTOTHOM COCTOSIHMM U He COBIIafiaeT ¢ (PEHOTUIIOM ITAIVIeHTa, IOITOMY He MMeeT K/IVTHUYeCKO
3HaunMocTu. K coXXasleHuio, OT a/IbHEeNIIero reHeTMYeCcKoro 00CIeoBaHmsA eTell pOAUTENN OT-
Ka3a/uch. JII0OONBITHBIM AB/IAETCA, TOT (GAKT, YTO B CEMbe MMeeTCs TPeTUil peOeHOK — MaJIbuMK 3,
4 71eT, y KOTOPOTO NI OCMOTpPe 0OHAPY>KEHBI MHO>KECTBEHHBIE ITATHA «KOde ¢ MOJIOKOM» Ha KOXe,
IPUCTYHOB HeT. Takxke MOZOOHBIe IATHA, ITIOAKOXKHBIE HEVIPOPUOPOMBI 110 XOAy TepudeprIecKmx
HEpPBOB VIV PyOLIbI ITOC/IE VX YAaTIeHVsI OOHapy KeHbI IIpU 0cMOTpe MaTepu (puc. 3).

dl

Puc. 3. IIaTHa rUnIepIUTMeHTALMN U HEVIPODUOPOMBI y Y4I€HOB CEMbU
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Takum o6pasom, B ceMbe MMeeTcsA 2 INapa/UIe/IbHBIX TeHeTHdecKux 3aboneBanusa. OpHO
(BepoATHO, perjeccuBHoe) ABngercsa npuunHoi CJII' y crapmmx mereir. Bropoe cooTBercTByeT
KapTuHe Helipodubpomarosa 1 tuma (6onesun PexnmmHrxaysena) y miaguero pebeHka, MaTepu
Y iefia TI0 MaTepUHCKOL IMHNUMA C ay TOCOMHO-/JOMIHAHTHBIM TUIIOM HacjefoBaHuA (puc. 4).

1 2
II
1 2 3 4
=0 O O
1 2 3 4 5 6 7 8 9
1 2 3 4 5 6 7
O Cunppom Jlennokca — TacTo (] HettpopubpomaTos

Puc. 4. PogocmoBHas ceMbu

[ToMMMO reHeTMYecKMX acleKTOB IIPEeICTAaB/IEHHbIE KIMHUYECKUE Cydan JeMOHCTPUPY-
10T 9 PEeKTUBHOCTD, KIMHNYECKYI0 0OOCHOBAHHOCTD U XOPOIIYIO HEPEHOCUMOCTb TOPMOHAIb-
HOII Tepamyu y geteit muaguiero sospacta ¢ CJIIL B o6onx crydasx oTMedeH ITOTOKUTETbHbII
pe3ynbTaT OT NPVMEHEHNA TOPMOHOB B BUJE IOJIHOTO NPEKpalleHusA NPUCTYIIOB, YaCTUYHOTO
BOCCTAHOBJIEH) yTPaY€HHBIX HABBIKOB, yIY4IIE€HNA HEBPOIOTMYECKOTO cTaryca. Kinmunyeckne
pe3y/IbTaThl KOppempoBay ¢ ynydieryeM 1o 3. OgHako momydeHHbI 3¢ (eKT VMeT TPpaH31-
TOPHBIN XapaKTep, ero AIUTeIbHOCTb YMEHbIIAACh C yBeIMYeHreM KomndecTsa Kypcos (1 cmy-
qait: 1 kypc — 8 mecAleB, 2 Kypc — 6 MecsleB, 3 Kypc — 2 MecAna; 2 cayvair: 1 xypc — 5 me-
cAIes, 2 Kypc — 3 MecAnes, 3 Kypc — 1 Mecdl), a B Ja/bHeiIIeM pa3BUIACh Pe3UCTEHTHOCTD
K IIPOBOAVMOI Tepanuu [15]. 9To cormacyeTcs ¢ JaHHBIMIU JIMTEPATypbl, KOTOPbIE YKa3bIBAIOT,
yro nederye CJII' jo cux nop npepcTapisgeT OObIINE CTIOKHOCTI. B CBA3Y ¢ 9TUM Ba)XKHBIM 5B-
naeTcsa cosfanme HoBbIX 119I1 ¢ mpuHIMIMANTBbHO MHBIMU MEXaHM3MaMU [IeJICTBMA, Halle/IeHHbIX
CIlelMa/IbHO Ha JIedeHye 9Tol Tsxenoit popmer IPI [16, 17].

3aknro4yenue

HetanbHoe onucanue CJII' B paMKax OffHOJ ceMbU He TONbKO PACIIMPUT 3HAHUA Bpaueil
00 3TOM 3a00/IeBaHUY U CJIOXKHOCTSAX €T0 JICYeHN s, HO ¥ YIYYLINT IOHVMMaH)e TeHeTYEeCKIX Me-
xaHu3MoB pasButys IPI. OcoOblil MHTEpec ONMCcaHuIo 3a00/IeBaHNIT B pacCMaTPUBAEMOI CeMbe
IpyUfiaeT Ha/lu4ye JPyroro He3aBYCUMOTO IFeHeTUIeCKOTo CMHApoMa — Helipopubpomarosa. [
IPaKTUYECKUX Bpadeil 3TO TaKXKe AB/IAeTCA IPUMEPOM 3HAYMMOCTH TIATeTbHOTO KIMHUKO-TeHe-
aJIOTMYeCKOTO aHa/m3a ¥ HeobxoxumocTy auddepeHpoBaTh OfHY IFeHETUYECKYIO [IaTOIOTI0
OT JPYTLOIL.
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