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KnuHuyecku cnyvyaim SYNGAP1-accoyMupoOBaHHOIM
JHuUedanonaTHu Y AeBOYKH C InunencHei,
3alepHKoi ncuxopeyeBoro pasBuTHd M ayTH3MOM

Tlpusooumcs onucanue nayuenmrxu 3 sem 6 mec ¢ SYNGAP1-accoyuuposannoil snueparonamueli, nposeIsOueics CUMRmMoMamu4eckou
Snunencuetl, 3a0epicKoil NCUXopeweeo2o paseumus u aymusmom. Hmenucs croxchocmu é ouggeperyuansHoll OuazHocmuke, mak KaxK Kpome
mymayuu SYNGAPI, c2214_2217delTGAG de novo Gviau evisenens: eemeposucomuas mymauus cena BCKDHB (chr6:50910740G>A,
15386834233) u muxpodynaukauus ceemenma 22-ii xpomocomot. O6cyxucoaromes: 0co0eHHOCMU MeveHUs U Mmepanuu NUAeNcUU npu CUHOPOMe
SYNGAPI. Haubonee s¢pgpekmugHbim AeueHuem snuaencu 0Ka3anocs NPUMeHeHue CoOYemaHus 8aabnpoesoli KUCA0mbl U OKCKapoa3enuna.
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This paper describes a female patient aged 3 years 6 months with SYNGAP 1-associated encephalopathy manifesting with symptomatic epilep-
sy, intellectual disability, and autism. There were difficulties in differential diagnosis, since in addition to SYNGAPI mutation
(c2214_2217deltgag), heterozygous BCKDHB gene mutation (chr6: §0910740G>a, rs3834233) and microduplication of a segment of chro-
mosome 22 were found de novo. The features of the course and treatment of epilepsy in SYNGAP1 are discussed. A combination of valproic acid
and oxcarbazepine was the most effective treatment for epilepsy.
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B Hacrosiiee BpeMst mpu3HaeTcs, YTO OJHUM M3 OCHOB-
HBIX 9TUOJOTUYECKUX (DaKTOPOB Pa3BUTHUS SMUICTICUU Y NeTeil
U TOJPOCTKOB SIBJISIIOTCSI TeHeThYeckue MexaHusmbl. CoBpe-
MEHHBIE METOIUKHU TTOJITHOTEHOMHBIX (CEKBEHUPOBaHNE HOBO-
TO TIOKOJIEHUSI, XPOMOCOMHBIM MUKPOMATPUYHBIA aHaIN3)
¥ TapreTHBIX (TToJIMMepas3Hasi IieITHas peaKIus, IeTeKIMs TPH -
HYKJICOTHIHBIX MMTOBTOPOB, CeKBeHUpoBaHue nmo CaHTepy s
MOATBEPXICHUSI HAWAEHHBIX MyTallMii) TECTOB IO3BOJSICT
Haubosiee TOYHO YCTAaHOBUTh MPUUYMHY SMUJIETICUM, CIIPOTHO-
3UpOoBaTh JaJbHENIIee ee pa3BUTUE, MPOBECTU MEINKO-TeHe-
TUYECKOE KOHCYJIBTUPOBaHUE POJICTBEHHUKOB 00JbHOTO. CITy-
Yad KOMOPOUIHOCTH SIMMICTICUM ¢ KOTHUTUBHBIMU PacCTPOii-
CTBaMM, CUMIITOMaMHM ayTH3Ma, JABUTATEIbHBIMM PACCTPOii-
CTBaMHU C BBICOKOI BEPOSITHOCTBIO CBSI3aHbl C TEHETUUYECKUMU
MeXaHU3MaMM.

62

B 2009 . £ Hamdan u coaBt. [1] BriepBble onucanu My-
Tauuio B reHe SYNGAPI y Tpex malMeHTOB ¢ HECUHAPOMAJIb-
HOI 3a1epXKKOf YMCTBEHHOTO pa3BUTHSI. [{Boe U3 HUX CTpaja-
JIU TOHUKO-KJIOHUYECKUMU, MUOKJIIOHMYECKUMU TIPUCTYIIaMU
u abcancamu. B mocnenytoniux pabotax [2—5] 6bl1a ouepueHa
KIuHn4YecKast KaptuHa SYNGAPI-accoumupoBaHHON 3HIIE-
(anonatuu, B TOM yncie onucaH caydyail [MarHoCTUKU 0oie3-
HU y B3pocJioro namnueHTa [6]. B ne6roTe 3a60seBaHus OTME-
YyaeTcsl 3alepXKKa TMCUXOPEUYeBOTO M MOTOPHOIO DPa3BUTHUS
¢ HapacTaHueM aedeKkTa B Bo3pacte ot 1 roga mo 3 snet. Pacct-
pOICTBa ayTUCTUUYECKOTO CITEKTPa BBISIBISIIOTCS MOCTATOYHO
4acToO U YCYTyOJIsIIOT TeUeHNe YMCTBEHHOM oTcTasnioctu. O6au-
TaTHBIMU HEBPOJIOTUYECKUMU PACCTPOUCTBAMU SIBISIOTCS
nuddy3Hast MbllIedHast TUITIOTOHUS U aTaKTUYeCcKas MOXOAKa.
DNuIenTUYeCKUEe TPUCTYIBl (ATOHUYECKHE, MUOKJIOHWYE-
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CKUe, MUOKJIIOHUU BeK, aOCaHChl, TOHUKO-KJIOHUYECKNE) Jie-
OIOTUPYIOT Ha MEePBBIX TOAAX KMU3HU U BCTpeyaloTcs Oosiee 4emM
y 90% mnauuMeHTOB; HEPEIKO MPUCYTCTBYeT (DOTOCEHCUTHB-
HOCTb. B mojioBuHe ciiyyaeB TeueHUE SMUIETICUU XapaKTepu-
3yeTcsl (hapMakope3UCTeHTHOCThIO. B psine paboT omucana
KOPPEJISIIUS MEXIY TSKECThIO THUJICTICUM W KOTHUTHBHOTO
neduiura [7, 8], o1HAKO CYIIECTBYIOT UCCIEA0BAHUSI, HE BbI-
SIBUBILIME TaKol cBs3U [5]. Bbl1o mokazaHo, 4To y NallMeHTOB
C MyTallMUsIMU B 9K30HaX 4—35 sMUJEICcus Jalle XapaKTepru30-
Baslach (hapMaKOpPe3UCTEHTHOCTbIO, YeM Y MallMeHTOB C MyTa-
UMM B 9K30Hax 8—15 [5].

ITen SYNGAPI pacrioioxXeH Ha Xpomocome 6p21.32
(OMIM603384). OH KoOAMpyeT CUHANTUYeCKuit RAS-
GTPa3za-akTuBUpyoOINil MTPOTEUH TOCTCUHATITUIECKOM
MeMOpaHbl TJyTaMaTepruiecKux HepoHOB. BbITo ycTaHOB-
JIEHO, 4YTO B pesyibrare MyTtauuu reHa SYNGAPI nopaxamor-
csl TyTaMaTepruyeckue CUHAIChl B TMIIIOKaMIIax B MEpBbIE
HeIeau Tocjie POXKACHUsI, YTO TIPUBOIUT K TMOBBIIICHUIO aK-
TUBHOCTHU MIyTaMaTHBIX pelenTtopoB [9]. [ToBblllIeHUE 271€KT-
pUYecKoil BO30YIMMOCTH HEWpOHA OOYCIOBIMBAET BHICOKYIO
BEPOSITHOCTh BO3HUKHOBEHUSI SMUIENITUUECKUX MPUCTYTOB.
M3meHeHus], TpouCXoAsile B HEePOHAIbHBIX CETSIX, BKIIO-
yasl TUMIOKaMITaJIbHbIe CTPYKTYPbI, KOTOPbIE MOAIEPKUBAIOT
GYHKIIMM THO3MCA M TOBEIEHUYECKUX peaKIuii, BEPOSITHO,
TMIPUBOMST K WHTEJUIEKTYaIbHOMY HEeOPa3BUTUIO W HapyIle-
HUIO MTaMSTH.

B HacTosee BpeMs n3BecTHO Mpudau3uTesbHo o 200 ma-
LIMEHTaX C MOATBEPXICHHOW FeHETUYECKUM CEeKBEHUPOBAHU-
eM SYNGAPI-accouumupoBaHHOU dHIedanonaTuei, XoTs
MpeAIoJiaraeTcs, YT0 B MUPE WX JODKHBI HACYUTHIBATHCS ThI-
csyu [10]. TlepBblit BBISIBJIEHHBIN KIMHUYECKUI Clydaid MyTa-
muu reHa SYNGAPI c2214 2217delTGAG de novo B Poccnii-
ckoit ®enmepanuu 6bu1 onmcan M.IO. BputoBoii u coaBT.
B2014 . [11].

[IprBoaMM onucaHue KIIMHUYECKOTO Cydasi MUKPOJETe-
vu reHa SYNGAPI1 y nesouku 3 net 6 Mec.

Boavnaa 3., enepsvie nocmynuna ¢ demckoe Hesposocuye-
ckoe omoenenue Camapckoii OKB um. B.Jl. Cepedasuna
29.05.2017 e. onsa obcaedosanus u KOppeKuuu cxemvl Ae4eHus
6 C6513U C eJCeOHeBHbIMU NPUCMYNAMU 8 8Ude 00U e20 830pacUu8anus
¢ 3a6edenuem 2Aa3HbIX 010K 66epX, MUOKAOHUAMU 6eK, ONUMeNb-
HOCMbIO HECKONbKO CeKYHO, GO3HUKAWUMY ¢ Yacmomoii do 3 pa3
6 denv. Kpome moeo, y pebenka 3a0epicka ncuxopeuegozo paseu-
mus: He 2080pum, He GbINOAHACM UHCMPYKUUU, cogepuidem cme-
peomunnvle deudcenus. Jleeko 6030yduma, ommeuaromes ucmepu-
ueckue peakyuu (Mojcem aeub Ha oA, KpU4ams).

Hcemopus scusnu u 3aboneéanus: pebeHoK om nepeoii Oe-
pemMeHHOCmU, npomeKasuieli Ha Gore ocmpoeo Hedhppuma y ma-
mepu. Podwl cpounvie, camonpouseonvhuvie. Macca meaa npu po-
acoenuu 3440 2, oyenka no wkane Aneap 8/9 6annos. Ilocae po-
HCOCHUS OMMEHANUCH YACMbIE CPbI2UBAHUS, NePUOOUHECKU PBO-
ma <«gonmanom». 3adepicueanracv 6 paHHem paszeumuu: ca-
dumbwcs Hauana 6 8§ mec, xo0umsv — 6 1 200 7 mec, Kk 200y 2080pu-
A4 eOUHUYHbIe CA08A.

Jlebrom snunencuu 603nuk 6 1,5 eoda ¢ cepuu ghebpurvHvix
2eHePaNU308aHHbIX MOHUYECKUX NPUCMYNOE HA (DOoHe 0cmpoi
PeCnUpamopHoll 8UPYCHOU UHMEKUUU, 6 C8A3U C HeM Obli HA3HA-
uen npenapam 6anvnpoesoli Kuciomol. Bckope eanvnpoam 6vin
3ameHeH Hegpoaoeom Ha monupamam 6 dose 50 me/cym. Ilocae
Hauanra npuema MONUPAMAmMAa CMAAU GO3HUKAMb NPUCMYNbl
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¢ 830pacuganuem, 3agedeHuem eAa3HbiX 010K 66epX, MUOKAOHU-
AMU 6eK, OAUMENbHOCMbIO HECKOAbKO CeKYHO, 4acmomoi 00
10—15 pa3 6 denw. B cea3u ¢ yxyouienuem cOCMOSHUS 8 CXeMY e~
YeHUsi 6HO8b ObL1 88e0eH NPenapam 8anbnpoesoil KUCA0myl, mo-
nupamam ommenen. [Ipucmynsl cmanu 6o3Huxams pedyice, 00 3 paz
6 Oenv. Ilpu nocmynienuu 6 omoenenue 0e6ouKa NOAYUAAA
8aNbNPOEBYIO KUCAOMY NPONOHSUPOBAHHO20 0€lic8Us 8 2PAHYAAX
625 me/cym (36 me/ke 6 cymku).

Tlpu ocmompe: eunepcmeHu4ecK020 Mea0CAONCeHUS, U3-
6vimounoeo numanus. Ceemaosonocas, eonyboerasas. Bvicokuil
100, HU3KO DpACNOAONCEHHble YuiHble pakosuHvl. lemaneuoma
6 oonacmu aba. Ilo enympennum opeanam — b6e3 namoao2uu, ne-
YeHb, cenezeHKa He yeseauueHul. Hesponoeuweckuii cmamyc:
6 KOHMAKmM @cmynaem O02pAHUHEHHO, 6 2Aa3d CMOMpPUm,
3a npedmemom caedum, UHmMepecyemes: uepyuKamu, UHCmpyK-
yuu He vinoansem, peuu Hem. Haeviku onpamnocmu ne cgop-
muposansl. Tloayomkpsimolii pom, MAar00CcmbicAeHHOE 8bipaice-
Hue auya. Tunepcarusayus. Jleeocmoponnuil nmo3 eepxmeeo ae-
Ka do 1/3 wupunsl enaznoeo soaroka. Anemepnupyouee cxoosi-
weecs kocoenasue. Jleekas acummempus HOCOYOHbIX CKAADOK.
Iloxooka amakmuueckasn. Ymepennas oughgpysnas moviueunas
eunomonusi. CyxoxcunvHole U nepuocmanbHvie peghreKcol 0Hcus-
aenvl, D=S. bprowmnbie peghrexcor acusvie, D=S. [lamonoecuue-
cKUXx peghrexcos Hem.

Jlannbie donoaHumensbHoIx Memooos uccae008aHull: nogoiuie-
Hue ypoeHs aakmama kposu Hamowak — 3,0 mmons/n; uepes 2 u
nocae 3agmpaka — 4,8 Mmonv/n.

Ocmomp n020nedom: 8bipajiceHHoe CUcmemHoe Hedopas3eu-
mue peuy npu CHUNICEHUU NO3HABAMENbHOU AKMUBHOCMU U IMOYU-
OHANBHO-B0NE6bIX HAPYUICHUSIX.

Koncyavmauyus oxyaucma: enasnoe 0o — OUCKU 3pUMENbHO-
20 Hepea 01e0H0-P0306020 UBEMA, 2PAHUYbL UX HemKue, apmepuu
He U3MeHeHbl, 6eHbl PACULUPEHbL, NOAHOKPOGHbL. JluasHo3: épooic-
denHbLil yacmuuHbLil nMo3 gepxneeo eexka, OS.

Habarwdaemes 2100KpUuHON020M, NOCAEOHSAS KOHCYAbMA-
yus — 6 urone 2017 2. no no6ody eunonaasuu WUMoBUOHOU cene-
3bl, IYMUPe03a.

Budeo-snexkmposnyeganocpagpuueckuii MOHUMOPUHS: b6~
NeHA SNUANMUPOPMHAS AKMUBHOCHb 2eHEPANUZ08AHHO20 XAPAK-
mepa é eude KOPOMKUX BbICOKOAMNAUMYOHBIX 80AH 2eHePanu30-
BAHHBIX NOAUCNAIKOBbIX U NONUCNALIK-B0AHOBbIX PA3PA008 80 CHe,
6 MOM ulcae 8 vemeepmoi cmaoduu, a npu 600pCMEo8anul — peo-
KUX 2eHepanu308aHHbIX CHALK-80AHOBbIX KOMHACKCO8 UL ZDYNR
CHAlIK0BbIX KOACOAHUI 8 YeHMPO-meMeHHbIX o0nacmsx. 3adepicka
hopmuposarus. KOPKOBOH PUMMUKU ¢ MeHOeHYUell K 3aMe0NeHU)
0CHO8HO20 pumma. DomonapoKcusmanrvHblii Omeem He HOAYHEH.
CoH cghopmuposan no cmaousm.

Maenumno-pe3oHancHas momocpaghusi 20406H020 Mo3ea: 00-
HapYJCeHbl YHaCMKU OUCMUCAUHUZAYUU 8 CMPYKIMYPe MEeMEHHbIX
donell, He3aMKHYmMbLi MUN CMPOEHUs. GUANUZUEBA KPpYed, NPUSHAKU
2UNONAA3UU NPABOIl nepedHell M032080ll apmepuu.

Yuumvieas nanruuue rakmamayudoza no danHvim aabopa-
MOPHBIX AHAAU308, NPUHAKOE MemaboAuvecKux HapyuleHull
6 anamuese, nposedena Ouoxumuveckdas OUAeHOCMUKA HACAeO-
cmeenHbIX Ooae3nell oomena. Pesysomamor uccaedosanus Kposu
U Mouu MemodoM MAHOEMHOU MAcc-CHeKmpoMempuu: no pe-
3YALMAMAM UCCAe008AHUS KPOBU OAHHBIX, CEUOCMEeNbCMBYH)-
WUX 0 HACAeOCMBEHHOU aMUHOAUUOONaAmUl, 0p2AHUYECKOU ayu -
dypuu, Oeghekmax MumoxoHOpUasbHo20 Oema-oKUCAeHUs,
He NoAY4eHO; 6 Moue NAUUeHMAa NOBblUEeHAd KOHUEHMPAayus
2-eudpoxcuuzobymupama, 3-eudpokcubymupama, ayemoaye-
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mama, adunuHoBol Kucaomol, cyoepuHosoll Kuciomol. Jlanuvie
UBMEeHeHUss Mo2ym Obimb 00YCA08AEHbl KemOAUUd030M.

Couemanue hapmakope3ucmeHmHbIX SNUACRMUHECKUX NPU-
Ccmynog, 3a0epiucKu NCUXopeueso2o pa3eumust, aymusmd, a makice
ghenomunuueckux ocobeHHocmeli NAyUeHMKU ¢ HaAu4uem MuKpo-
AHOMANULL PA36UMUsL ABUNOC NOKA3AHUEM K NPOBEOCHUI) MOACK)-
ASAPHO-2eHemu4eckoeo uccaedoganus. [lo danmvim KauHuueckoeo
9K30MH020 cekeenuposanus (naweav «Hacaedemeennvie snunen-
cuu», nabopamopus MosekyaapHoil namoaoeuu «lenomed», Mock-
6a) oOHapyxceHvl mymayuu 08yx eenos: 1) SYNGAPI,
c2214 2217delTGAG, de novo, eemepozueomunas, pacyeHeHHas
Kaxk eeposmno namoeennas; 2) BCKDHB, 7-ii 5K30H
(chr6:80910740G>A, rs386834233), eemepozueomnas, pacyenen-
HAS KAK MYMAYUA ¢ HEUZBECHIHbIM 3HAYEHUEM.

C duaznocmu4eckoil yeavio maxce Obll NPOGEOEH XPOMO-
COMHbLI MUKPOMAMPUHHDLL AHAAU3 (1A00PAMOPUsT MOAEKYASIPHOL
namoanoeuu «lenomed», Mockea), obHapysicena MUKpoOynIuKayus
ceemenma 22-il XpOMOCOMbL C NPUOAUBUMENbHBIMU 2DAHUUAMU
18609110—23545929 n.o., 3axeamviearowas ywacmku 99 eenoe
(LOD 4.72).

H3yuue 0630psl aumepamypul u mexcoyHapodHsle 6a3vl 0aH-
HbIX, Mbl ADUWAU K 3AKAIOYEHUI0, YMO0 3a001e8aHlUe MANeHbKOU Na-
yuenmku odycaosaeno mymayuei eena SYNGAPI.

Yemanoenen kaunuveckuii duaenosz: SYNGAP1-accoyuupo-
eannas suyeparonamus. CUMRMOMAMU4eckas MUAeNcUsi ¢ 4ac-
MbIMU MUOKAOHUAMU 6€K ¢ AOCAHCAMU, AMOHUYECKUMU NPUCMYNA~-

Mu, hapmakopesucmenmuasn. 3adepicka ncUXU4ecKoeo U peuegoeo
paseumus. DMOUUOHANbHO-80Ae8ble HapyuieHus. AmakmuyecKui
cuHOpom. BposicoeHnblil nmo3 eepxHeeo 6eKa ciesd.

B cxemy neuenus 6 neeponocuueckom cmayuonape ggedet
Aegemupayemam 6 gude numveso2o pacmeopa 30 me/ke 6 cymku.
Jlyomepanus eanvnpoegoil Kucaomoil u neeemupayemamom He
dana 3HaUUM020 KAUHUHECKO020 pe3yabmama, y NayueHmKu co-
XPAHAAUCH edceOHegHble eeHepaNu308aHHble NpUcmyns. 0o 00H020
pasa 6 denb.

Ha nocaedyrowem ambyramopHom npueme cO8MECHHO
¢ 0uemonozom 0via0 NPUHAMO peuleHue 0 UeaecoodpasHocmu uc-
noavzosanus duemomepanuu. Kemoeennas duema okazanacs He-
npuemaemoil 011 podumeneii, u degouxKe Ovlaa PeKOMeHO08AHA
Oesentomenosas u 6esxazeunosas ouema. JlanHulil 6U0 31UMUHA -
YUOHHOU Ouembl ObLA 8bIOPAH NOCAE AHAAU3A OAHHBIX AUMEPAm) -
Dpbl, 8 KOMOPOI ONUCHIBGAEMCS NOAOJICUMENbHBLI Pe3YAbmam uc-
noav3oeanus ee y demeii ¢ SNUACNMUYECKUM CMAMYCOM U 3a-
depackoil ncuxuueckoeo pazeumus [12]. B meuenue 3-mecaunoeo
muamenvHo2o cobato0enus ouemvl y 0e6o4KU Oblaa OmmeueHd
meHOeHUUsl K YPedceHuto INUNenmu1eckux npucmynog, pebeHox
cman akmueHee 6cmynamos 8 KOHMakm, adekeammuee peazupo-
eambv Ha okpyycarouuii mup. B ceasu ¢ omcymcemeuem s¢pex-
mugHocmu O0ONOAHUMENbHO2O0 B88€0CHUs 68 CXeMY NeHeHUs nege-
mupayemama Heepoa02OM NO MECIY HCUMeAbCMEd npeonpuHIma
3amena e2o okckapbazenunom. Ha ¢one mepanuu eanrvnpoegoii
xucaomoti 500 me/cym u okckapbazenunom 600 me/cym éce npu-

cmynol y 0e8ouKU NPeKPAMUAUCH, KAU-
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s uenue 4 mec, 3amem npuUCmMynvl 60300HO-
. BUAUCL (MaMa K MOMY 8peMeHU nepe-
cmana cobadams mujamensHsli oue-
mu4eckuil payuom), Ho 4acmoma ux 3Ha-
YumenvHo Hudice, yem 6 npedvloyujue ne-
puodsl 3aboresanus. B nacmosuwee epe-
M5y 0eBOUKU COXPAHSAIOMCS AeeKue MUO-
KAOHUU 8€K ¢ 4acmomoil om 00H020 pa3a
6 Hedent 00 00H020 pa3a 6 0eHb.

JlaHHO€ KJIMHUYeCKoe HabJioe-
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LMEHTOB C COYETAHHOW CHUMITOMATH-
KO STUJIETICUU, YMCTBEHHOU OTCTa-
JIOCTU, ayTU3Ma, MaJiblX aHOMaJiui
pa3Butus. Haubosee akTyaJbHBIMHU T'e-
HETUYECKUMHU TeCTaMU B 3TUX CIydasix
SIBJISIIOTCST KIIMHUYECKOE CEKBEHUPOBa-
HHUE 3K30Ma U XPOMOCOMHBI MHUKPO-
marpuuHblii  aHanu3. [lokaszaHuem
K TIPOBEJEHUIO KJIMHUYECKOTO CEKBe-
HUMpPOBaHUS TeHOMa II0 MporpaMme
«HacneacTtBeHHbIe 3MUIECTICUN» SIBJISI-
eTcs coyetaHue (apMaKOpe3UCTEHT-

HOW SMUJICTICUM U 3a[IePKKHU TICUXOPe-

Dnexmposnyepanroepammol nayuenmu 3., 3 nem 6 mec: a — npu nPoGedeHUU INeKMpPoIH-
yeghanroepagpuueckoeo MOHUMOPUHEA BblABASLEMCs 3a0ePICKa HOPMUPOBAHUS KOPKOBOIL
PUMMUKU ¢ meHOeHyuell K 3aMe0NeHUI0 0CHO8H020 pumma. PomonapoxcusmanvHblii om-
eem He noayuen. Con cpopmuposan no cmadusm. [lpu 6o0pcmeosanuu u 60 che — eeHepa-
AU308AHHBIE KOMNACKCbI NOAUCHALIK U NOAUCHALIK — MeONeHHAs 60AHA; 6 — couemaHnue ee-
Hepanu308aHHbIX CNAUK-80AHOBbIX KOMIACKCOB U 2PYNN CRAUKOBbIX KOACOAHUIl 8 UeHMPO-
memeHHbIX 001acmsax

YeBOro pPa3BUTUSL Y OOJILHBIX JIETCKOTO
Bo3pacra. [IpoBeneHne MOJIEKYISIPHO-
ro KapuOTUIMPOBAHUS (XPOMOCOM-
HBIl MUKPOMATPUYHbIN aHaIMU3) MoKa-
3aHO TPU HAIMYUU SMUIETITUYECKUX
MPUCTYNOB B COYETAHUU C OCOOEHHO-
ctamu peHoTuma.
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JurarHoctryeckas CJIOXHOCTb 3TOTO Cydas 3aKJIioyanach
B HEOOXOIMMOCTU OLIEHKW KJIMHUYECKON 3HAYMMOCTHU BBISIB-
JIEHHBbIX MeTomamu cekBeHupoBanust JIHK u xpomocomHoro
MUKPOMaTPUYHOTO aHaJIn3a MyTallMdil. Y MalMeHTKy Oblia au-
arHOCTMpPOBaHA reTepo3UroTHasi MyTalus B 11-M 5K30He reHa
SYNGAP1 (chr6:33408514C>T, rs397514670), mpuBoasiias
K 3aMeHe aMHWHOKHMCJIOTBI B 562-fi mo3uuuu Gejka
(p.Pro562Leu, NM_006772.2), koTtopasi ObUIa paHee OIKMCaHa
y TAlIMEHTOB C YMCTBEHHOI OTCTAJIOCTBIO U ayTU3MOM, MHOTHE
M3 KOTOPBIX CTpajalu SMWIENTUYECKUMU npuctyrnamu [1, 2].
Cxoxasi KIMHUYecKasl KapTMHA 3a00JIeBaHMsl Halllel MalueHT-
KV B COYETAaHWM C BBISIBJICHHOW MYyTallMedl W IMO3BOJIMIA HaM
TPennoNoXuTh Hamuuue SYNGAPI-accolmmpoBaHHON 3HIIE-
danonaruu.

BaxxHO OTMETUTB, UTO GOJIBIIMHCTBO TEHETUYECKUX TEC-
TOB 10 OCHOBHBIM HO30JIOTMYECKUM HaIpaBIECHUSIM B HEBPO-
JIOTUM B HacTosIIIee BpeMsl TOCTYIHBI B Poccuiickoit denepa-
VU ¥ STBJISIIOTCST TOCTATOYHO BasKHBIM ¥ MH(DOPMATUBHBIM T~
arHoctuueckuMm atanoM. [locne mposenenust JIHK-aunarno-

HAWHUYECHKUE HABNKWAEHUA

CTUKM POAUTENISIM MAallMeHTKU ObUI IaH OJaronpusTHBINA MPO-
THO3 IIJIST TIOBTOPHOTO JETOPOXAEHUS, TaK KaK PUCK MOBTOP-
HOTO poXneHus pebeHka ¢ mytamueit SYNGAPI coctaBnsieT He
6onee 3%.

[Ipencrasnsier nHTepecC Je4eOHbII MOAXO/, UCITOIb30BaH-
HbI B 1aHHOM HaOmoaeHun. Hanbosee ahheKTMBHBIM U3 TIPO-
TUBOMUJIENITUYECKUX MPENapaToB, UCIOJIb3YIOUIUXCI B Jieye-
HUW TeHEPaTN30BaHHBIX MUJIETICUI, 0Ka3aJICsl BATbIIPOAT, B TO
BpeMsI KaK TOTIMpaMar U JIeBeTUpalieTaM He Aaju MOJIOXUTEb-
HOro pesysibrata. BecbMa NUCKYCCMOHHBIM ObUIO Ha3HaueHUE
9TON MalMeHTKe OKcKapba3enuHa, OZHAKO MCITOJIb30BaHUE
MMEHHO 3TOro Mpenapara J1ajao HauOoJIbIIUI KIMHUYECKUI 3(-
(exT 1 To3BOMMIIO Ha KaKOe-TO BPeMsT JOCTUTHYTb PEMHUCCUU
MpUCTYNOB. Vcronb3oBaHMe 6E3TTIOTEHOBOM 1 0€CKa3eMHOBOM
IreThl (KaK aTbTepHAaTUBHOTO METO/Ia KETOT€HHOM IUeThI) Tak-
K€ BHECJIO CBOY MOJIOXKUTENIbHbBIN BKJIAI B O0JIerYeHUue TeUeHUST
3a00y1eBaHMs Y TAUMEHTKU, XOTS 1JIs1 000CHOBAHUSI LIEJIeCO00-
Pa3HOCTH €€ UCIOJIb30BaHUS Y MALIMEHTOB C JaHHOI MaToJI0ru-
eii TpedyeTcs 6oJiee UIUTEbHOE HAOII0IEHUE.
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HccnenoBaHne He UMEJO CIIOHCOPCKOM TOMIEPKKU. ABTOPHI HECYT ITOJTHYIO OTBETCTBEHHOCTb 3a IMPEAOCTaBICHNE OKOHYATETh-
HOI1 BepCUU PYKOITMCH B TIe4aTh. Bce aBTOpBI TpMHUMAJH y9acTe B pa3paboTKe KOHIEIIIMU CTaThl M HalTMCaHUM pykKomnuch. OKOH-
yaTeJIbHasl BEpCHUsl pyKOIUCH ObLTa 0100peHa BCeMU aBTOpaMM.
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