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Kynukosa C.J1., 3aiiues U.W., Jiuxaues C.A.

PecrybnkaHckuii Hay4HO-MPaKTUYECKUI LIEHTP HeBPoIorin u Hevipoxupypriam, Murck, benapycs

a 1akxe pesyribratbl MeguKaMeHTO3HOro n HeMegukamMeHTO3HOro JieveHua (KeTOI' eHHaA /.wera).

Kulikova S.L., Zaitsev L.I., Likhachev S.A.

Republican Research and Practice Centre of Neurology and Neurosurgery, Minsk, Belarus
Features of epilepsy in patients with 1p36 deletion syndrome

Pestome. y6ruKaLms nocBALIEHa reHeTUHECKOMY 3a601eBaHMI0 — CUHAPOMY 1036 ZeneLim, MPOSBASIOLIEMYCS CIELUGDUHECKIM OeHOTUOM,
KOTHUTUBHBIMY HAPYLLEHNAMY, SMUNENCUEN 1 BPOXZEHHbIMYA aHOMASIAMU PA3BUTUS BHYTDEHHUX OpraHoB. B cTatbe uanoxexa nogpobHas
KIMHUKO-TEHETUYECKAs XaPaKTEPUCTUKA 3a00/18BaHNS, OCHOBAHHAS KaK Ha MeXBYHaPOLHbIX JaHHbIX, TaK U Ha COBCTBEHHOM onbiTe. OT4es1b-
HOe BHUMaHMe yAeNSeTCs BOMPOCaM, CBA3aHHbIM C TEYEHUEM SMUNENCcUY Py JaHHOM CUHEPOME — MPUBOAATCS Pe3yTbTathl HAOMIOAEHUS 3a
TIATbIO NaLueHTaMu JETCKOro Bo3pacTa ¢ CUHAPOMOM 1p36 geneuun; aHamHes xusHu 1 3abonesarus, gaHHvie 33 n MPT romosHoro moara,

KrioyeBbie croBa: CUHZPoOM penelnn 7p36, arnsiericuda, KeToreHHas guerta.
Meanuunckue HoBocTu. — 2019. — Nel. — C.

Summary. This publication is devoted to a genetic disease — 1p36 deletion syndrome, illness with a specific phenotype, cognitive impairment,
epilepsy and congenital abnormalities of the development of internal organs. The article presents a detailed clinical and genetic characteristics
of the disease, based on both international data and personal experience. Special attention is paid to issues related to the course of epilepsy
in this syndrome — the results of observations of five children with 1p36 deletion syndrome are given: history of life and disease, data of EEG
and MRI of the brain, and results of drug and non-drug treatment (ketogenic diet).
Keywords: 1p36 deletion syndrome, epilepsy, ketogenic diet.
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nagpom peneuun 1p36 Asnaetca
pesynLTaToM YacTUYHON reTeposu-
FOTHON fieneLn B UCTaSTbHON YacTi
KOPOTKOro nyieya XpomMocombl 1 ¢ Tou-
Kamu paspbia B guanasoHe ot 1p36.13
po 1p36.33. Betpeuaetca ¢ yactoTtoi
1:5000—10000 X1BbIX HOBOPOXAEHHbIX
U sBNseTCA Haubonee 4acto BCTpevae-
MOil TepMuUHanbHoii geneuuneit. B 93%
cnyyaes 6onesHb pasBuBaeTcsa de novo.
B octanbHbix 7%, Kak nonaratwT ucchne-
goBatenu, AeTu yHacnegyoT Aeneuuto
OT 0fHOro U3 poguTeneil (Yalle scero
3-3a XPOMOCOMHOIA TpaHCNOKaLMi).
M. Gajecka 1 coast. (2007) npu oueHke
npu4mrHLl cuHapoma aeneuun 1p36 ycra-
HOBUMM, YTO BOMBLUMHCTBO Ccryyaes (ot
52 10 67%) 6binnt 06YCNOBNEHbI YNCTHIMUA
TepMUHaNbHLIMU geneuunamu, B 10-29%
BCTpeYanucb UHTEpCTULMAMbHbIE fene-
LM, HecbanaHcMpOBaHHble TpaHCokKa-
Lun Habnopanuch B 7—16%, CroXHble
neperpynnupoBku — B 7—12% cny4aes [6].
[MepBoe onucaHue YacTUYHOA MOHO-
COMUM NEPBOI XPOMOCOMbI BbIIO OMy-
6nukosaHo D. Hain 8 1980 rogy [8, 10],
a nepeas KNNHUYECKas XapakTepucTika
nauueHTa ¢ JaHHoii aHomanuei bbina
npefcraeneHa R.E. Magenis B 1987 rogy
[10, 12]. MosaHee onucaHne cepum KiHu-
YecKux cry4aes no3Bonuno chopmmpo-
BaTb (PEHOTUN NaLNeHTOB ¢ CUHLPOMOM
peneuun 1p36, KOTOpbI XapakTepusyer-
€A OTYETNINBLIM YEPENHO-NNLEBLIM LUC-

MOPU3MOM, TUNOTOHNEN, 3aAEPXKOI
pasBuUTUA, YMCTBEHHON OTCTanoCTbio,
anunencueil, nopokamu ceppua, Ha-
PYLUEHMEM CryXa U 3afepXKol pocTa.
Jnueoit gucmopdmsm BKoyaet nps-
Mble 6poBu, rMy6OKO NOCaXEHHbIe rNnasa,
LUMPOKOE N NIOCKOE OCHOBaHWE Hoca/
nepeHoCULbl, TUNONNasiuio CpeaHei Tpe-
TI LA, BAMHHBIA OULTP, 320CTPEHHBIA
nopbopoaoK, poTMPOBaHHbe Hasaj W
HW3KO NOCaXeHHble ANCNNACTUYHBIE YL
[10]. W, x0T BHELLHWIA BIg, NaLMEHTOB He-
peaKo Mo3BONAET 3anN0f03pUTh AaHHbINA
CUHLPOM, CYLLECTBYIOT 3HAYUTENbHbIE
eHoTUNMYeckne pasnnuua. CHavyana

6bIN0 BbICKA3aHO NMPEAMNONIOKEHNE O
TOM, YTO pasnuyHas geHoTunuyeckas
aKcnpeccus MOXeT bbiTb Bbl3BaHa 3-
(heKTOM poaUTENLCKOrO MPOUCXOXKAEHIA,
npu KoTopom geneuun Konuin 1p36,
MONYYEHHbIX OT 0TLa, He Oblan 3KBUBa-
NEHTHbI feneunam Komuii, NonyYeHHbIX
0T Matepu, 13-3a pasnuynii B UMNPUH-
TuHre. Tem He meHee S. Shapira 1 coasT.
1Cnonb30Ban aHanua noaumopduama
OHK, utobbl nokasatb, 4T0 He 6bIN0
04€BMAHOro ahdpekTa poguTENLCKOro
npoucxoxgeHus [13]. BmecTo aToro oHu
MPULLAN K BbIBOAY, YTO heHOTUNMYECKas
M3MEHYNBOCTb, CKOPEE BCEro, Bbi3BaHa

Jlokanusauua reHoB Ha yyactke 1p36 [7]
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XapaKTepuCTHKa NAUMEHTOB C CHHAPOMOM Aeneuni 1p36

aKTUBHOCTb (HeT
AaHHbIX 110 TOYHOM
noKanuaavm)

craiiku, crak-
BOJTHbI B MPaBOIA
BUCOYHOIA, MpaBoid
TEMEHHO-3aTbINI0Y-
HOiA, NeBoil NobHol
obnactax

Mokasarenb Maument 1 MaumeHt 2 Maument 3 Mauuent 4 Mauuent 5
Bospacrt 7 net 5 net 5 net 5 net 6 net
Mon M X X X M
Jlnueson guc- AucnnactnuHble Mukpouedbanus, runo- | Mukpouedanus, HAuennactuy- JducnnactuyHble yLwn, npamble
Mopcuram YLLK, NPAMblEe TOHKME | Nna3us cpeaHeii TpeTn | gucnnacTiiHble HblE YL, TOHKIe 6poBU, LUMPOKas nepe-
6poBu, LLMpoKas nnua, NpsMble TOHKIE | YL, BPOXKLEHHbIA npAMbIE TOHKWE | HOCULA, rnonnasus cpegHeit
nepeHocuLa, aHTu- 6poBu, nnockoe HucTarm, runonna- | 6posu, Wpokas | TpeTu nuua,
MOHIOMOUAHLIN pa3- | nepeHockbe, anMkaHT, | 3us CPeAHel TpeTn | nepeHocuua, rnyboKo NocaxeHHble rnasa
pes rnas HU3KOMOCAKEHHbIE nnua, NpsMble TOH- | runonnasms
YLLHbIE PaKOBIHI, Kue 6poBu, Nockoe | cpenHeii Tpen
TOHKWe ry6bl, pefko nepeHochbe nuuga, rny6oko
pacnonoxeHHole 3y6bl nocaxXeHHble
rmasa
KorHuTusHble YmepeHHble BoipaxeHHbie (peunt BoipaxeHHbie (peun | BbipaxeHHbie, BblpaxeHHble, peun HeT
HapyLLeHus! Her) Her) B peun 10-15
cnos
Matonorus AunataunoHHas CuHapom npexae- Murpauus cynpa- AunataumonHas | [dunataumnoHHas
cepaua Kapavommonartus BPEMEHHOr0 BO36YX- | BEHTPUKYNAPHOrO KapAMoMMo- Kapgvommonartus
[EHA XENYA04KOB BOLUTENS pUTMa 1 natus
(wPw) 3MN30/bl SKTOMMAYE-
CKOro NMpeacepaHo-
ro putma
[BuratenbHble Xoput camocTosaTenb- | Cugut ¢ Kpyrnoi Capures n cugut Xoput camocto- | Cagutea u cugnt
HapyLLeHIs HO, HENOBOK CMMHOIA, He cTouT, C MOLLEPXKON, He | ATENbHO C 4 NeT, | CamoCTOATENbHO, He XOaUT
CTEPEOTUNHOE pac- XxoguT C LLIMPOKOIA
KauuBaHue ronosoi 6asoit
Snunencus Ectb Ectb Ectb OpHokpaTHblii Ectb
TOHUYECKII
npucTyn B
7 mecaueB
Bup snunentuve- | ToHnyeckoe Hanpa- | ToHnyeckoe Hanps- ToHuueckue cnaambl | OfHOKpaTHIiA Banparusanue ¢ npunogHMaHem
CKIX MPUCTYMOB | XEeHMe aKcuasbHoiA XEHNE KOHEUHOCTEl TOHUYECKUN PYK, HOF; MHOTZia KUBKOM FOfoBbI
MYyCKynatypsl C Hapy- | BO CHe npucTyn (KOpOTKIE TOHUECKE CriasMbi)
LUEHNEM CO3HaHNSs
BoapacT gebiota | 9 mec. 2 Mec. 8 mec. 7 Mec. 7 Mec.
anunencum
YacTota npu- Pegkune ExepHeBHble ExepHeBHble OrcyTcTayioT ExepHeBHble
nagKoB
MPT BenTpukynome- Paclmpenne nepeg- | BoipaxenHas Pacwupenne | PaclumpeHue nepegHero cyb-
ranus, pacLumpe- Hero cybapaxHou- atpochus nepegHux | nepepHero apaxHouganbHoro NpocTpaHcTea
H1e nepeaHero [JanbHOro MpocTpaH- | OTAenoB Mo3ra cybapaxHo-
cybapaxHouaabHoOro | CTBa, rno3 B NIO6HbIX MAanbHoOro
MpOCTPaHCTBa JonAx npoCTpaHCcTBa
3T uHTepuKTanb- | SnMakTUBHOCTI HET | 3amepneHue oc- 3amepneHue oc- HeT paHHbIX 3amefieHIie OCHOBHOI
Has HOBHOI1 aKTVBHOCTW, | HOBHOIA aKTUBHOCTH, aKTUBHOCTU, MyTbTDOKaNbHaA
MynbTdhOKabHAs MYNbTGIOKAbHbIE aAKTUBHOCTb (MMK-, abNNK-,

MOMMNIK-BOSHA, OCTpas-Mea-
NeHHas BoJHa B NEBOI 1 NpaBoid
TEMEHHO-3aTbIIOYHO-3aHEBI-
COYHbIX 0bnacTsax, B npagoii no6-
HO-BUCOYHOI 06nacTu, B NeBoit
NI0BHO-BUCOUHOI) + AUdbdpy3HblE
bunartepanbHo-aCUHXPOHHbIE
paspsgbl
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Mpogomxerue TabnmLpl

3l ukTanbHas

He BbinonHanach

He BbinonHsnach

AudbpysHan
BbiCTpOBONHOBAS
aKTVBHOCTb C MOCIe-
LyIOLLUM 3NIEKTPO-
LeKpeMeHToM (mpu-
CTyNbl — TOHUYECKIE
crnasmbl)

He BbinonHs-
nacb

AundhpysHas BCMbILLKa «O4eHb
MeZ/IeHHOI BOMHbI» C Mocne-
AYIOLLAM 3M30L0M audpys-
HOro ynnoLeHus 6.9.a, B page
crnyyaes —

B COYETAHIN C KOPOTKIMU
npo6eramu HU3KoAMMAUTYLSHON
BbICTPOBOMHOBOIA aKTUBHOCTU
(fast activity) ¢ akueHTOM B
nepeqHux otaenax (MpucTymbl —
TOHYECKME CrIa3Mbl)

AhchekTuHOCTL | Banbnpoesas ®apmakopesucteHt- | GapmakopeaucteHT- | He npuHumaer | OT Tepanum pogutenn
npoTuBoCYROpOX- | Kucnota — 100% HOCTb: Basibrpoesas | HOCTb: BaslbnpoeBsas 0TKa3anucb
Holt Tepanuu KOHTpOb KICnoTa, Tonupomar, | Kucnota, Tonmpomar,

namuKTan, nesu- namuKTan, nesi-

Tpauetam — 6e3 Tupauetam — 6e3

ahcpekTa ahpekTa
KoptukocTepo- He npumensnmch He npumeHsnmch MpumeHsnn, 6e3 He npumeHs- HeT panHbIx
1abl B NIeveHnn adhcpexta TUCh
anunencum
ShchekTuBHOCTL | He npumeHsnach be3s atpdpeka be3 agpcpekta He npumens- He npumeHsnach
KEeTOreHHol AneTbl naco
dpyrve CupuHromuenua B [mnoTnpeos HelipoceHcopHas [MnoTupeos unotupeos
HapyLLeHs LueliHoM oTaene Tyroyxoctb 1 cTe-

nexu

pasnNYNAMIA B MECTOMOJIOXKEHN 1 CTENe-
HU geneyun 1p36, KOTOPbIE 3HAYNTESTBHO
pasnnyannch y n3y4aembix UMM nawues-
708 [10, 13]. B 3aBucUMoCTW OT pasmepa
peneuun MOXeT Hapyllatbca OyHKLUA
NOKaIN30BaHHbIX B JAHHOM Y4acTKe reHOB:
MMP23B, GABRD, SKI, PRDM16, KCNAB2,
RERE, UBE4B, CASZ1, PDPN, SPEN,
ECE1, HSPG2 u LUZP1 (puc. 1), uto u
ONpeLenseT KAMHNYECKNE NPOSBAEHMS
cunapoma (7, 10].

PasBuTie anunencum ceasbIBaroT ¢ no-
Tepeil y4acTka XpOMOCOMbI, COflepXaLLiero
reqbl KCNAB2 1 GABRD [10]. len KCNAB2
KogupyeT B-cybbeduHuLy BosbTax-3a-
BUMCUMOTO KaNIMeBOro KaHana, oTcyTcTeie
KOTOPO yMEHbLIAeT penonsapuaaymnio
MeM6paHbl 1 yBenuuMBaeT BO36YAMMOCTb
HeilpoHoB [4]. OgHako psf aBTopoB, U3-
y4as TeyeHue anunencun npu CuHgpomMe
peneuun 1p36, ykasbBatoT, UTo HE BO BCEX
Cy4anx HaMYMA 3NUNENcUN UMEeTCA no-
Teps y4acTka XPOMOCOMbI, COfepxkaLLero
red KCNAB2 [2, 9, 11]. BmecTe ¢ Tem oT-
cytcteue reHa KCNAB2 y nayuenTos
¢ peneupeil 1p36 He Bcerga nposenaeTcs
anunencueii [2, 9, 11].

leH GABRD otBeTCTBEHEH 32 paboty
FAMK-pevenTopos. laMma-amuHomMacsaHas
kucnota (TAMK) sBnsieTcs OCHOBHbIM UHIU-
OUpYIOLLIM HEPOTPAHCMITTEPOM B MO3re

MITEKOMUTAIOLLMX, FLe OH BO3LENCTBYeT Ha
peuentopbl TAMK-A — nuraHg-3aBucuMble
NOHHble (XnopHble) KaHansl. Peuentop
FAMK-A, Kak npaBusio, neHTaMepHblii, Co-
CTOUT 13 NATY TUMNOB CybbeauHULL anbda,
6erta, ramma, pensta 1 rho. leH GABRD
KOLMPYET Aenbra-cydbemuHuly. MyTtam
B 3TOM reHe 6bl onucaHbl y naLueHTos
C reHepan3oBaHHoON anunencuein ¢ ge-
BpunbHbIMU cygoporamm nnioc (GEFSt), a
TaKXe Mpu OBEHUIBHON MUOKSIOHA4ECKOIA
srunencuu [10].

B nutepatype Takxe umelotcs yka-
3aHuA Ha BO3MOXHylo ponb reHa RERE
B Pa3BUTUM OCHOBHbIX CUMMTOMOB 3a-
boneeaHus, B TOM YuUcCnie 3NUNENcUm.
Tak, B. Fregeau u coaBT. onuceiaioTt
10 naLWeHTOB, KOTOPLIE UMEIOT pa3finiHble
MyTauun B aHHOM reHe, C KIMHNYECKON
KapTUHOIA, HanoMUHaOLWEN CUHLPOM
peneuun 1p36 [3]. Ten RERE koaupyet
6enoK, KOTOpbIi NomoraeT hakTopam
TPaHCKPUMLWI BKIKOYaTh (aKTMBUPOBATH)
N oTKNloYaTh (NOJABNATL) PSA TEHOB,
BaXHbIX AN PAHHEr0 Pa3BUTUS, 11 UrpaeT
6onbloe 3HayeHue B hOPMUPOBAHIN
MO3ra, rnas, BHYTPEHHEro yxa, cepaua
1 noyek. MpuunHamn anunencun y nauu-
€HTOB C MyTawell B 3TOM reHe Mo BCeil
BUAMMOCTI ABNAIOTCA MOPOKU PasBuTUA
moa3ra.

B paHHoit paboTe nay4ann ocoben-
HOCTU TeYeHWs 3MUIencun y naLueHToB
¢ cuHgpomom geneuin 1p36.

Mo HaLLMM HabriofeHNEM HaXOaUTCS
5 nauumeHTos (tabnuua), UMEIOLLUX CUH-
apom peneuum 1p36. Bospact obcnepy-
eMbIX MaLWEHTOB COCTaBUN OT 3 A0 7 NeT.
Tpoe 13 HUX — BEBOYK.

Bce nauueHTbl umenn B aHaMHe3e ani-
nenTudeckue npunagku. Bo Bcex cnyvasnx
npucTynbl febloTpoBani 2o 1 roga XusHu
(c 2 oo 9 MecsLEB), B 0AHOM HabMOAEHAN
MaLWeHT UMEN NLLb OJHOKPaTHbII 3MN304
cypopor. YacTble exefHeBHble MpUCTYMbl
K MOMEHTY aHanu3a OTMEYeHbl B TPEX
cnyyasx. Y Bcex geTeil mpuctynsl 6binn
TOHUYECKIMIA, Y OBHOMO UMENT CEPUIAHbIN
xapaktep. Tpoe naLMeHTOB Mmosyyanu
MEeANKaMEHTO3HYI0 Tepanuio. B ogHOM
HabniogeHUN poguTeNn 0TKa3anmueb OT Mpu-
ema MpOoTUBOCYLOPOXHBIX JIEKAPCTBEHHBIX
cpencts. KoHTponb Hag mpuctynami 6bin
BOCTUTHYT y ofHoro pebeHka Ha dhoHe
npuema npenapaToB BaNbMpOEBOil KIC-
notel. B gByx mpyrux HabmnogeHuax snu-
nencus Hocuna hapMakope3NCTEHTHBIA
xapaktep. Y pebeHka, He nosyvasLUero
MeLUKaMEHTO3HYI0 Tepanuio, MpUCTynbl
6biK yacTele, exegHeBHble. HTepuk-
TanbHaa O3 BbiABUNA U3MEHEHUSA Y TPEX
MaUNEHTOB C €XEeHEBHBIMU MpUCTYNamu
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B BUZE 3ameanerns hOHOBOI aKTUBHOCTH
1 MynbTUEOKaNbHOM 3NUNenTUdopPMHOIA
aKTUBHOCTY (puc. 2). Y oaHOro nauuenta
MOMUMO MYNbTUCHOKANbHONA aKTUBHOCTY
oTMevanuch fuddysHele bunarepans-
HO-aCUHXPOHHble pa3pagbl. MKTanbHas
93l 3acukcuposana ceputo NpucTynos
y ABYX nauueHToB. B ofiHOM cnyyae Bo
BpPEMS MpUCTyna OTMEYanuCh HaKJOHb
ronoBbl Briepes C BOBNeUeHUEM U 6e3
BOBJIEYEHWA aKCUANbHOI MYCKynaTypbl
pgnutensHocTtbio 0,6—4 cekyHAbl, COOT-
BETCTBYIOLLME TOHNYECKIM aKCUabHbIM
1 aKCOPU3OMENMYECKUM MPUCTyNam.
Ha 33r B 370 Bpems oTMevanach gud-
thy3Has 6GbiICTPOBOSIHOBAA aKTUBHOCTb
C nocnefyloLWwuM 3NeKTpogeKPEMEH-
TOM. B apyrom HabniogeHun npuctyn
OMKCaH Kak BagpariBaHue ¢ npunoa-
HUMaHUEM PYK, HOT, UHOTZA C KUBKOM
Bnepen (anunentudyeckue cnasmbl). Ha
nKTanbHoit A3l oTMeyanoch noseneHne
AN Y3HOIA BCMBILLKA «O4eHb MedJieH-
HOI# BOMHbI» C MOCIEAyOLWUM 3N130-
AoM audhdysHoro ynnouieHus 6uo-
3NEeKTPUYECKON aKTUBHOCTU FOMOBHOMO
MO3ra, B pAfie Cly4Yaes — B COYETaHUM
C KOPOTKMMI npoberamu HU3Koamnam-
TYGHOI 6bICTPOBOJIHOBO AKTUBHOCTH
(fast activity) ¢ akueHTOM B nepegHuUX
otaenax (puc. 3). Mpu MPT uccnegosa-
HUM TONIOBHOTO MO3ra BO BCEX Cryyanx
oTMevanuch aTpouyeckine N3MeHeHus
B JI0OHO-BICOYHbIX OTAeNax, Hanbonee
BbIP@XEHHBIE Y MALMEHTOB C TAXESbIM
TeueHuem anunencum (puc. 4). Y scex
obcnegyemMbix UMENUCb KOTHUTUBHbIE
paccTpOiicTBa OT YMEPEHHO BbpaXeH-
HbIX 0 BbIPaXeHHbIX. Y TPOUX NaLeHTOoB
C ©XEAHEBHbIMI NMPUCTynamu, NpoAyK-
TUBHaA peyb oTcytcTBoBana. Cnocob-
HOCTb CaMOCTOATENbHO XOAUTL NpUobpe-
1IN TONbKO [1IBO€ MaLMeHToB ¢ Hanbonee
Nerkumi NPosBREHUAMU dnuUnencun,
npu xogbbe oTMeYanocb paccTponcTBo
KOOpAMHaUuW. B cTpykType conyTcTBy-
toLx 3aboneBaHuil Tpoe aeteil UMenn
rUNoTUPEO03, TPOe — AUNATALUOHHYIO
KapaMoMMonaTuio, Y OBHOro nauueHTa
Umenach CUPUHFOMUENUA B LUENHO-
PYAHOM OTZeNe CMHHOMO Mo3ra. Y iByX
MaLWeHTOB C TAXeNbiM TeYeHneM ani-
Nencum B Ka4ecTse NPOTUBOCYAOPOXHON
TEpanuu NpUMeHsAM npenapatbl Basb-
NPOEBOI KUCNOTLI, TONMpPOMaT, namo-
TPULKUH, NEBUTUPALLETAM B PasNiN4HON
KoMbuHaLuu, Ho 6e3 achdpekTa. B ogHOM
CNy4yae UCMONb30BaNN KOPTUKOCTEPOU-
Abl (nekcameTasoH), OfiHaKo Takxe 6e3
CYLLECTBEHHOrO BANAHUSA Ha YacToTy
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WHtepukTanbHaa A3 y naumeHTa ¢ cuHapom 1p36 aeneuvu,
co6CTBEHHbIe HabnioaeHus (3aMeayieHMe OCHOBHOTO (OHa,
MyJbTUdOKaIbHAsA aKTUBHOCTD)
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npunagkos. B kauyecTBe anbTepHaTUBHLIX
MEeTOJ0B NleveHna y ABYX NauMeHToB
¢ hapMakope3uCcTeHTHOI 3nunencue
NPUMEHANN KNACcCUYECKYIo KEeTOreHHyto
nuety (xupbl:6enkutyrnesogpi=3:1):
y OAHOro nauueHTa — B TeYeHUe Tpex
MECALEB, Y APYroro — B TeUYEHIE LIEeCTH.
Bo Bpema neueHns ypoBHN FAnKeMun 1
KETOHeMU COOTBETCTBOBANM MeXAY-
HapoAHbIM pekoMeHpaumuam. B obonx
CNyyanx NpUMEHeHe gueTbl He 0Kasano
BNMAHUA HA TeYeHne snunencun. B cuny
OTCYTCTBUA 3 HEKTUBHOCTU AneTa bbina

npekpalleHa. lMpekpalleHne auetote-
panuu He YXyALUMAO Te4eHne 6onesHu.

Hanbonee kpynHoe uccnegosaHue,
NOCBALLEHHOE M3YUYeHMo anuaencumn
npu geneunn 1p36, 6bI0 BLINOMHEHO
N. Bahi-Buisson 1 coasr. (2008). AsTopsl
PETPOCMEKTMBHO MPOAHAIM3NPOBANM 0CO-
6eHHoCTN TeveHus 3abonesanus y 91 na-
uveHTa (cpeaHui BospacT — 7,8 roga (ae-
BOUKU — 64, Manbumkiy — 27)). YMcTBeHHas
OTCTasI0CTb HabnoAANACh BO BCEX CRyyasX:
cpepHeit creneHn — B 13% HabmtoAeHMA,
TAXenol — B 87%. Snunencuel cTpaganm
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MpusHaku aTpopuM NepeHNX OTAENOB MO3ra: a) NauueHT 2,
6) nauueHt 3

53 (58,2%) 13 Hux. B 42 (79,2%) cnyvasx
AE6IOT MPUCTYNOB OTMeYasnca B BO3pacTe
10 6 mecAaues (cpeaHuit BospacT — 2,75
Mecsua). Hanbonee nosgHuii febiot 6bin
oTMeuveH B BospacTe 15 net. B gebiote 3a-
6oneBaHus reHepan3oBaHHble MPUCTYMbI
(TOHMYECKME, TOHUKO-KNOHUYECKIE UNu
MUOKIOHIYECKIe) Bbinn Y 26 Yenosek,
chokanbHble npunagku —y 20, B 7 cny-
yasx 3abonesaHue Ae60TUPOBAIO C UH-
haHTUbHLIX cna3mos. K 10 mecauam
MHAHTUMbHBIE CNa3mbl Pa3BUINCh yxe
y 20 nawmeHToB. TunuyHas runcaputmus
Habntoganack B 14 cnyyasx, MoguduLm-
poBaHHad — B 6. MoauduumpoBaHHas
runcaputMus 6bina npegcrasneHa 6u-
natepasbHbIMUA BbICOKOAMMINTYAHBIMU
fenbTa-BONIHAMU, NepemMexaroLleincs
CO cnaiikamu unu nonmcnankamm Hag
06enmu no6HbIMI (2 cyyast), LeHTpasb-
HbiMU (3 HabmiofeHna) 1 3aTbiNOUYHBIMU
(1 cnyvait) obnactsmu. B 9 us 20 Ha-
6ntogeHuin Lns neveHns UHaHTUbHBIX
CMa3MOoB MPUMEHSANN KOPTUKOCTEPOUbI
C MOJIHBIM KOHTPOIEM Haf npuUcTynamu
y 6 u3 Hux. Ctolikuii adpchexT Tepanun
Habnioganca B 5 cny4yasx, B OfHOM
HabmiogeHUM NPOU30LLEN peLyuamB npu-
CTYMOB C NOCNEeAyoWUM pa3BuTnem
apmakope3nCTEHTHON anunencun.
Y 11 gpyrux nalMeHToB UCMOMb30BaMN
NPOTUBOCYAOPOXHbIE NEKapCTBEHHbIE
cpenctsa (dpeHobap6utan, npenaparsi
BaNbNPOEBON KUCNOTbI, BUrabaTpuH,
GeH3oanasenuHbl). Bo Bcex cnyvasx
B MOCNeAyioLLEM pa3Buiace hapMmako-
pesucTeHTHas anunencus [2].

K MOMeHTYy npoBefieHs 1ccrnegosa-
HUS CPELHAN NPOJOMKUTENBHOCTL Hones-
HU Y MauWeHTOB aHanM3npyemoii rpynmbl
cocrasuna 7,8 roga (ot 1 go 25 net). B 19
(35,9%) cyuasx umenacs pedppaktepHas

snunencus, B 2 (3,8%) — Habnioganca
YaCTUYHbIA KOHTPOMb Had MpUCTynamu,
B 32 (60,4%) — NPUCTYNbl OTCYTCTBOBANM.
Y naumeHToB ¢ pedbpakTepHoil anunencu-
eli Habloganich creayiowine Bugbl npu-
CTYMOB: reHepanna3oBaHHble TOHUYECKME
WM TOHUKO-KNOHMYeckue (13 cnyvaes),
MuoknoHuyeckue (11), atunuunbie ab-
caHcbl (3), dokanbHble npuctynbl (3),
atoHuueckue (2). Y 15 us 19 pedppaxrep-
HbIX nauneHTos B aebiote 3abonesaHus
6bin1 MHaHTUNbHBIE cnasmbl (y 12 u3
HIX CTepOU LI B TEpanuit He UCMoMb30Ba-
). dnunenTudopmHas aKTUBHOCTb Ha
33l umenacb Bo Bcex 19 HabmogeHMax
B BUAE MYIbTUGOKAIbHON aKTUBHOCTH
UM AGdy3HbIX BbICOKOAMMIUTYAHBIX
CMaiikoB C HeperynspHbIMIA MEANEHHbIMI
BonHamu. Mo ganHeiM MPT kopTukas-
Has aTpochuA C paclUMpeHineM BOKOBbIX
Xenygoukos Habnioganach B 41 (77,%)
cnyyae, HecreundUYECKIe 3MEHeHIA Co
cTopoHbl 6eroro sellectsa — B 20 (37,7%)
HabMOAEHUSX, UCTOHYEHUE MO3OMIUCTOrO
Tena -85 (9,4%) n HopmansHoe MPT —B 5
(9,4%) cnyyasx. Hu B ogHoM HabnioaeHu
He BblfIO BHIABNEHO HUKAKUX aHoMmarii
passuTua Mo3ra [2]. B pesynbrate npo-
BE/IEHHOrO aHanu3a aBToPbl caenanm
BbIBOZ, YTO AEBIOT Anunencun ¢ MHgaH-
TUMbHBIX CMa3MOB ABNAETCA MPOrHOCTU-
YeCKI HebnaronpuATHbIM MPU3HAKOM, a
1UCMONb30BaHNE KOPTUKOCTEPOUIOB ANist
X KYMUPOBAHUA CHUXAET BEPOATHOCTb
(hapMaKope3UCTEHTHOTO TeUEHIS B Jarib-
Heiiwem [2].

Mpu aHanM3e KUHUYECKUX 0COBEH-
HOCTel TeueHIa 6onesHI y Habmogaemblx
HaMIn MATU NALUEHTOB YCTAHOBMEHO, YTO
AMUNeNnTIYECKNe NPUCTYNbI OTMEYaNUCh
y BCex obcnegyemblx, YTo, BEPOSTHO,
06yCnoBneHo BLIBOPKOI MaLneHToB Mo

pesynbTataM 0bpaLleHns K HEBPOOTY.
B Tpex u3 nATu cnyyaes naLueHTbl UMenn
TAXENYIO ANUAENCUI0 C eXeLHEBHBIMU
npuctynamu. ObpaliaeT BHUMAHUE, YTO
y Bcex obcnegyemblx MpucTynbl Mo xa-
pakTtepy 6binu ToHU4eckummu. Hanbonee
TAXENbE JBUraTeNbHbIE 11 KOTHUTUBHBIE
HapyLLeH!s 6bin OTMEYEHb Y NaLMeHToB
C ©XEAHEBHLIMI 3MUNENTUYECKUMIA NPU-
ctynamu. Bo Bcex cnyyasx no LaHHbiM
HellpoBM3yanu3aLm 0TMeYanoch pacLuu-
peHue nepegHero cybapaxHouganbHoro
MPOCTpaHCTBa, YTO ObII0 06YCNOBNEHO
MpeMyLLECTBEHHOI KOPKOBOIA aTpodhueit
no6Ho-BMCOYHBIX obnacTteil. Hanbonee
BbIpaXeHHbIA aTpoduyeckuii npouecc
Habnioganca y nauueHToB ¢ TAXENOIA
anunencuen. Y Tpex geTei, UMeroLLnx
eXefHeBHble MPUCTYMbI, UHTEPUKTasbHAS
93l 6bina npeAcTaBneHa 3amMefieHnem
OCHOBHOrO (hOHa U MYMbTUOKANbHO
3NUNeNTUOPMHOI aKTUBHOCTLIO. B ABYX
13 OMMCaHHbIX HabnIoAeHNA 3aNeKTpo-
KNMHWYECKMIA NaTTEPH COOTBETCTBOBAN
TAXKENON 3MUAENCU C MHOXECTBEHHBIMIA
He3aBUCUMbIMU hoKycaMu Cnaikos
(SE -MIFS). CornacHo npeanoXeHHbIM
S. Ohtahara 1 coaBsT. AMarHOCTUYECKUM
kputepuam (1995), Taxenas snunencus,
C MHOXECTBEHHbIMU He3aBUCUMbIMU
thokycamu cnaiikos (SE -MIFS) xapak-
Tepusyetca: 1) HanMuMeM Ha UHTEpPUK-
TanbHo A3 MHOXECTBEHHBIX He3aBu-
CUMbIX 04aroB CMaikoB U KOMMIEKCOB
«CnaiiKk — BOJHa» C HaNM4YMEM TPEX UM
6onee ouaroB B obeux remuccepax u
HE MeHee OBHOro ovara B Kaxpon u3
remuceep B couetaHun ¢ AU y3HsIM
3amMepfieHnemM (POHOBON aKTUBHOCTH;
2) 4acTbiMIN eXeAHEBHbIMI MPUCTYNamI,
NPeVMYyLLECTBEHHO MasbiMu reHepanm-
30BaHHbIMI (TOHUYECKIE, aTOHUYECKME,
MUOKTMOHIYECKIE 1 [p.); 3) BbIpaXeH-
HbIM HapyLleHUeM MCUXOpPe4eBoro
pasBuTus; 4) yactoli TpaHcopmaLmeit
13 cuHgpoma Becta unu JleHHokca —
[acto; 5) HebnaronpUATHLIM NPOrHO30M
11 hapMaKopesnCTEHTHbIM TeueHreM [1,
14]. [1Boe 3 TpouUX NaLUEHTOB C exe-
LHEBHbIMU NPUCTYNami, nosyyasLUmx
NPOTUBOCYROPOXHYIO Tepanuio, 6binn
thapmakope3ncTeHTHbIMU. B TpeTbem
cnyyae roBoputb 06 adppekTBHOCTH
Tepanuu Henb3s, Tak Kak poguTenn
0TKasanuchb oT ee npumeHeHus. OTcyT-
cTBUe achhekTa 0T MCNOMb30BAHUA AEK-
cameTasoHa BO3MOXHO 06yCOBNeHO
TEM, YTO €r0 NpUHUManM He B gebiote
3aboneBaHusa, a cnycta fBa roga ot
Havana 6onesHu.
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B mexayHapogHoii HayuHoR MeaMLH-
CKOIl nuTeparype He BCTpeYaeTcs onuca-
HUE KNUHUYECKUX CIyvaes NpUMEHeHIs
KETOreHHOIA ANETbl A/1A IEYEHNA SNUnencum
y geteii ¢ 1p36 peneuuein. MexagyHapog-
HaA rpynna nogaepXKin naLneHTos ¢ peg-
KMU XPOMOCOMHbIMU GoneaHsmu (Rare
Chromosome Disorder Support Group)
B 0630pe, NOCBALLEHHOM cuHApoMy 1p36
Aenevunn, NpUBOSUT KETOTeHHYIO AneTy
KaK OfHY 13 BO3MOXHbIX OMLAIA B EYEHIAN
anUnencun B cyyae oTcyTeTBUA adhdhexta
OT MefuKaMeHTo3Hol Tepanumn. OgHako
B 0boux cnyyasx npuMeHAeMoi aueToTe-
panuit Mbl He NOAYYMIIN CHIDKEHIUA YaCTOTbI
3NUAENTNYECKIX MPUCTYMOB.

Takum obpasom, anunencua npu CuH-
gpome geneuun 1p36 MoxeT UMeTb
pas3NNYHOE TEeYEeHNe: OT OJHOKPATHOro

npunagka fo apMakopesucTeHTHOro
TeueHus. TAXeNOe TeueHue anuIencun
Mpy faHHOM 3a60MeBaHNA CyLLECTBEHHO
YXYALUAET Ka4yeCTBO XWU3HU NaLUEHTOB,
B/AAA KaK Ha KOTHUTUBHbIE, TaK 1 Ha ABIA-
ratesbHble (YHKLMM.
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