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JleiikoaHLedpanonaTua ¢ ncyesatoLym 6enbiM BELLLECTBOM — NMPOrpeccupytoLLee HelipoaereHepaTMBHOE 3a60NeBaHNE,
MMeloLLee XapaKTePHYI0 MarHUTHO-PE30HAHCHYI0 KapTUHY Anddy3HOro nopakeHrs 6e10ro BeLecTsa C KUCTO3HOM
fereHepauveit. B gaHHoi ctatbe npriBefeHbl KIMHUYECKNE AaHHbIE MalbuMKa C MopaXkeHnem 6esoro BelecTsa
rOfIOBHOIO MO3ra, Y KOTOPOro BO3pacT MaHudecTauym 60ne3HN 1 HeBPOorMyeckas CMNTOMaTKa COOTBETCTBOBA-
NN HPaHTUNBbHON popme GonesHu. [rarHo3 3aboneBaHus y npobaHga NOATBEPXKAeH Hanuumem B reHe EIF2B5
6uannenbHbix MyTaumin ¢.1688G>A (p.Arg563GIn) 1 c.1309G>A (p.Val437Met). MyTtaumsa c.1309G>A (p.Val437Met)
B AJAHHOM reHe BblABJIEHA BNEPBble, €e Haflnuve NPUBENO K Pa3BUTUIO TAXKeNon popMbl 3abonieBaHuA.
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Leukoencephalopathy with vanishing white matter (VWM disease) is a progressive neurodegenerative disease
with a specific magnetic resonance pattern characterized by diffuse lesions to the white matter and cystic degenera-
tion. In this article, we report a case VWM disease in a boy with white matter lesions, in whom early onset and neuro-
logical symptoms suggested infantile form of the disease. The diagnosis was confirmed by the detection of biallelic
mutations c.1688G>A (p.Arg563GIn) and c.1309G>A (p.Val437Met) in the EIF2B5 gene. The ¢.1309G>A mutation
(p.Val437Met) was detected for the first time; it caused the development of severe disease.
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JleitkosH1IehaonaTys ¢ McUe3aroInM OeJIbIM Bellle-
crBoM (JID-UBB), wim nerckas atakcus ¢ nuddy3HOR
TUIIOMUEIMHU3ALNUEN IEHTPAJIbHOM HEPBHOMW CUCTEMBI, —
Iporpeccupyloliee HeliponereHepaTUBHOE 3a00JIeBaHIE
C ayTOCOMHO-PEIICCCUBHBIM TUIIOM HaCJIeIOBaHUS, UME-
JoIllee XapaKTepHYI0 MAarHUTHO-PE30HAHCHYIO KapTUHY
@ dy3HOTO TTopakeHNsT 6€JI0ro BElIeCTBA ¢ KUCTO3HOM
nereHepaumeii [13]. 3aboneBaHre 00YCIOBICHO HATMIUEM
OrasIeIbHBIX MyTallMii B OAHOM 13 T€HOB, KOIUPYIOIINX
5 cyOobenuHUII (0—¢) AyKapUOTUUECKOTO (DaKTOpa MHUIIN-
anum tpaHcasuuu elF2B (EIF2BI1, FIF2B2, EIF2B3,
FEIF2B4, EIF2B)5) [12]. Knuanuyeckas kaptuHa JIS-UBB
BapuabeJibHa IT0 BO3pacTy MaHUMECTaIluN, CIICKTPY KJIM-
HUYECKUX TPOSIBIICHUI, a TAKXKe TT0 CKOPOCTH IIPOrpec-
cupoBaHUs Oosie3HU. BBIaesioT ciaeaytoie KInHu4Ye-
ckue (GopMBbl: BpoXkAeHHas, MHQaHTWIbHAS, JeTCKasd,
u ro3aHs [7]. Camoii yacToii aBisieTcs AeTckas hopma
0oJIe3HM, KOTOpasI ITOAPA3AC/ISICTCS Ha PAaHHIOK JCTCKYIO
(me6roT B Bo3pacTe OT 1 o 5 J1eT) U MO3IHIOI IETCKYIO
(5—15 ner) dopmbl. HeBposornyeckas cuMnToMaThKa
BKJIIOUAET IIPOTPECCUPYIONIYI0 MO3KEUKOBYIO aTaKCHUIO,
MMMpaMUIHbIC 3HAKU (B JaJbHEHUIIIEM pa3BUBACTCS CITac-
TUYECKUIA TeTpariape3), yMepeHHOE CHIDKEHUE MHTEIICK -
Ta ¥ SIMWICTITUYECKIE TIPUCTYIIBI, TAKXKE OITMCAaHBI MAaKpPO-
nedanus, arpodust 3pUTeIbHBIX HEPBOB, IBYXCTOPOHHUIA
IITO3, TPEMOp, TUCTOHUS. [1pomOKUTETPHOCTD KU3HU
rocsie ae0roTa 3a00IeBaHusI COCTABIISIET OT 2 110 6 J1eT. Bpo-
KIeHHAs 1 MH(MAHTWIbHAS (hOPMBI 00JI€3HM BCTPEUAIOTCS
pexe, UMeIT Oosiee ObICTpoe mporpeccupoBaHue. Bpo-
XKIeHHas (popMa MOXKET IPOSIBISATHCS eIlle BHYTPUYTPOO-
HO B BUJIC MaJIOBOIMSI, HAPYIIICHUS ABUTATEJIbHOI aKTHUB-
HOCTHU, 3aJepXKHU pOCTa IJIoJa W MHUKpoIedalnu;
C POXJIEHMsI Y TaKOro pedeHkKa HaOJIIoJarTCs 3aaepxKKa
IICUXOMOTOPHOTI'O Pa3BUTHSI, IIOBBIIICHHAS BO30YIUMOCTh
WA, HA00OPOT, anaTusI, SIWICTITUICCKHUE ITPUCTYIIBI, Ha-
PYIIEHUS MBIIIEYHOTO TOHYCA, SIMM30bI aITHO3. MHpaH-
tubHas opma JID-UBB nebrotupyer Ha 1-M romy >KU3HU
IocJIe TIepruoaa OTHOCUTEIFHO HOPMAJIBHOTO Pa3BUTHUS
KakK TsDKeJ1ast SHIehaIonaThs ¢ SIAICTICUe 1 3aIe psKKOit
IICUXOMOTOPHOTO pa3BuTusi. UmMeHHo 3ta ¢popma 00j1e3HU
OplJIa OomMcaHa y CeBepoaMepUKAHCKUX HHICHIIEeB
Kkak “Cree leukoencephalopathy”, nmena paHHee Hayajao
HEBPOJIOrMYECKUX MPOsIBIeHUI (3—6 MeC XKU3HU) U IIPU-
BOIMJIA K JICTAJILHOMY MCXOIy B Bo3pacTe mo 2 JeT [5].
K nozaneit popme JID-MBB oTHOCAT ciiyyan 3a001eBaHMS
¢ HayajIoM 1ociie 16 jet; naHHast hopMa IIpoTeKaeT Jierye
U IJIUATeNIbHee, YeM JIeTCKasl, €€ CUMIITOMBI BKJIIOYAIOT
HEBPOJIOTUIECCKHE ITPOSBICHUS (IEMEHIINS, STICTICHS],
TeMUILIETMYecKast MUTPeHb) [9], IICMXUIECKIE PacCTPOii-
cTBa (mempeccus, Tcuxo3) [3], a Takke HeTOCTaTOYHOCTD
(YHKIIMM SMIHUKOB Y XKEHIITMH (TaK Ha3bIBacMasi OBapHoO-
neitkosHuedanomnarus) [1, 15]. deoror JID-UBB, a Takxke
VXYAIIeHE TeYSHMS BIUIOTh J0 Pa3BUTHUS KOMBI YK€ Ha-
YaBIIIETOCS 3a00JIeBaHMSI MOTYT OBITH CIIPOBOIIMPOBAHBI
CTpEeCcCOM, B TOM YHCJIE TPaBMOIl, MHTePKYPPECHTHBIM
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3a00J1€EBAaHUEM C JIMXOPAAKOMN, XUPYPTUUECKUM BMellla-
TEJIbCTBOM [ 14].

[Tpu mpoBeaeHNM MarHUTHO-PE30HAHCHOM TOMOTpa-
¢um (MPT) rooBHOro Mo3ra y maliieHTOB BBISIBISICTCS
cumMeTprudHoe 1uddy3Hoe rmopaxkeHue 06eJ0ro BellecTBa,
Yalle HErOMOT€HHOE, IIPEPhIBAEMOE TUIIMYHOM CETKOM
W3 OCTaBIIMXCS HUTEH TKaHU, ¢ 0OpaMJIEHUEM MO30JIH-
CTOrO TeJa, IepeaHel CNalikKyi ¥ BHYTPEHHEN KaIlCyJIbl;
C TIIporpeccupoBaHUEM OOJIE3HU pa3BUBACTCS TsKesasi
KHCTO3HAs AereHepalns 0eJ0To BelllecTBa, OHO MOCTe-
MeHHO «ucye3aeT» [4]. Ha 3aBepiiaronmx ctagusx 3a00-
JIeBaHMS OeJioe BEIIEeCTBO MPAKTUICCKU TTOTHOCTHIO OT-
CYTCTBYET, COXPAHSIIOTCS TOJBKO CTEHKM XEJIYIOUYKOB
1 KOpa ToJI0BHOTO Mo3ra [4, 14]. Y maiueHTOB ¢ TTO3IHei
JID-V BB BBIIBIAIOTCS KOPTUKAIbHAS aTpodus 1 paciln-
peHre OOKOBBIX XKEITYIOYKOB, MHOTIA aTpodusl IepBs
Mo3xkedka [9]. ¥ maumeHTOB, MMEIOIINX KIMHUYECKIE
cumnToMmbl JID-MBB u xapakrepnyio MP-kapTuny, mmpo-
BoasaT noareepxkaatomyo JHK-guarHoctuky — mouck
MyTaluii B reHax, kogupyoomux el F2B.

B manHoii ctathe MBI ipeacTaBisgem ciaydaii JID-UBB,
00yCIIOBIICHHBIN OMAUIeIbHBIMI MyTaLIMSIMU (OHA U3 KO-
TOPBIX HE ObllIa paHee oIucaHa B JIUTepaType) B I'eHe
FEIF2BS.

KnuHuyeckui cnyyai

Podumenu 10-mecsuno20 manvuuka Hcaro8anic Ha 3a-
0epICKY MOMOPHORO PA368UMUSL CHIHA, HEA0BKOCHb NPU NEpe-
KAa0bl8aHUU NPeOMemOo8 U3 pyKu @ pyKy U Haau4ue usmeHe-
HUil 20108H020 Mo32a no danHvim MPT. Pebenok poduacs
6 CPOK y 300p08biX podumeneil, COCMOSABUIUX 8 HEPOOCIBEH-
Hom Opake. [locae pojcoerus y manrvuuka Ovia evia61eH 08YX-
CcmopoHHull Kpunmopxusm. Pazeumue ¢ nepevix mecsayes
JICUBHU WIN0 C MEMIOBOTL 3A0ePIICKOIL: 20108y HAUAN YOCPICU -
eamv ¢ 4 mec, nepesopauugamscs — ¢ 8 mMec, bIMAMbCA
noazams — ¢ 10 mec. Hapacmarowyro neaoéxocms 6 pykax
DpoOumenu Ha4aiu 3ameams ¢ §-mecsuroeo o3pacma. B ces-
3U ¢ OMCMABAHUEM MANLYUKA 8 MOMOPHOM PA36UMUL U HA-
Auduem amaxcuu 6vi10 Hasnavero nposederue MPT 2on06-
H020 M03ea, pe3yabmamsl KOMOPOU ROKA3aAU Haiu4ue
namonoeuuecku usmenenHoeo MP-cuenasa om beaoeo eeuje-
cmea 2010681020 mo3ea (puc. 1). B cemeiinom anamuese cay-
yaes N0O0OHO20 3a001e8aHUS He ObLO.

Ilpu obsexmuenom ocmompe pebenxka 6 10-mecsauHom
603pacme e2o obujee cocmosiHue ObL10 Y008ACMBOPUMENbHbIM,
eHomunu1eckux 0coOeHHOCmell U U3MEeHeHUll 8 COMamute-
cKOM cmamyce (3a UCKAKYeHUEeM 08YXCMOPOHHe20 Kpun-
mopxuszma) He eéwis6AeH0. B Hesposoeuueckom cmamyce:
OKPYICHOCMb 204086l 44.cM, 20408y ydepicuean Xopouo,
CamMoCmosaMenbHo caduacs, NbIMaAACcs NOA3AMb, CIMOSA ¢ NO0-
0epicKoii, onupasce Ha noaHyr cmynnio. Ilpu evinosnernuu
yeaeHanpasaeHHbIx deticmeull evisagastacy ousmempus. Cy-
XOJICUAbHBIE U NePUOCTNAAbHYIE PepaeKCbl Oblau CUMMempuH-
HO NOGbIULEHDI, OMMEUANCs NOA0JCUMenbHbLi pegaekc ba-
OuHcKo0eo ¢ obeux cmopoH. Peus: npousnocun omadenvHobie
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Puc. 1. Maenumno-pesonancnas momoepaghus 201061020 Mo3ea nayuernma 6 eospacme 9 mec, cumMmempuiHoe 08yXcmopoHHee nopajcerue 6en0eo eeujecm-
8a 20106H020 Mo3ea: a — 6 pexcume T2-636euterHbix uzobpaxcenuti Ax; 6 — 6 pexcume T1-836euwennsix uzobpaxcenuii Ax;, ¢ — 6 pexcume T2-636euieHHbIX

usobpaxceruil Sag

Fig. 1. The brain magnetic resonance imaging at the age of 9 months shows diffuse bilateral symmetrical signal changes of the white matter: a — axial
T2-weighted images, 6 — axial T1-weighted images; ¢ — sagittal T2-weighted images

cnoeu. B cés3u c ebisgneHHbIMU UBMEHEHUSMU 20108HO20 MO3-
2a npeononodicer OUazHO3 NelK0dHYeparonamuy U Ha3Ha4eHo
doobcaedosarue. TlocaedosamenvHo ObiaU UCKAHOHEHb! HAPY -
WweHus Memaboau3Ma amMuHOKUCAOM U KaApHUMUHA (N0 OAHHbIM
marndemHoll macc-cnekmpomempuu), boaesus Kpaboe, me-
maxpomamuyeckas aeixoducmpous (hepmenmamueHulil
ananusz, Jlabopamopus cenekmuenoeo ckpurnurnea, OIbHY
«Meouko-eenemuueckuil HayuHwtil yenmp um. axad. H.I1. boy-
Kosa», 2. Mockea). B éo3pacme 11 mec y pebenka noseuaucs
@okanbhble dnusenmuyeckue nPUCMynsl OAUMeAbHOCHIbIO

0K0410 2 MUH: OmeedeHue npagoeo yeaa pma, CAHOMeveHue,
8510CMb; HOCAE NpUCMyna peberok 3acwvinan. Ilpucmynst no-
BMOPSAUCH HECK0AbKO pa3 6 cymku. Ha gone npuema 3 anmu-
SNUACNMUYECKUX NPenapamos y0aioco YMeHbUUms Koaute-
CMBO NPUCMYN08, pedeHOK CMan 8AbiM, HO NPU NONbIMKE
VMEHbUUMb 003y NPOMUBOCYOOPOICHBIX CPEOCE NPUCYNbL
pesko yuaujaaucs. I1o danHbiM 3nekmposHyedaroepaghuu pe-
2UCTNPUPOBANUCH KOMIACKCHL OCIPASi—MeONeHHAs 80AHA 8 100~
HbIX U 8ucouHbiX 00aacmsx. Cpedu Opyeux pe3yabmamos 00-
C1e008AHUSL MONCHO OMMEMUMb HeNOCMOSHHblEe NO0BeMbl
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YPO8Hs AaKkmama Kposu Hamowak 0o 4,7 mmonv/a. Jpyeue
pe3yabmamol Aa60paAMoOPHOR0 U UHCIMPYMEHMANbHO20 UCCAe-
006aHUs ObLAU 8 NPe0enax HOPMAMUBHBIX 3HAYEHUL.

B 6o3pacme 13 mec y manvuuxa ¢ yacmoimu InUAenMU-
YeCKUMU NPUCMYNAMU OMMeYeH U peepecc pa3eumus. oH
nepecman noA3amy U CaMOCMOAMENbHO CAOUMbCS, CHUBUACS
nosHasamenvHwlii unmepec. Pebenky 6viaia evinoanera no-
emopras MPT 201061020 MO32a, NOKA3a8uAs OMPUYAMeNn-
HYH OUHAMUKY HEeUpopaduoi0cuecKux napamempos no cpas-
HEHUI) C NePBbIM UCCACO08AHUEM: NPOSPECCUPOBAHUE NOPANCEHUS
0enoeo geujecmea 6OALUUX NOAYWAPULL MO32A, UHMEHCUB-
HOCMb cUueHaAa om 06e1020 geuecmea cCmana npaKmu4ecKu

UOEHMUYHOU CUCHAALHBIM XAPAKMEPUCMUKAM UepeOpocni-
HaavHOU Jcudkocmu (puc. 2).

Yepes 3 ned 6 6o3pacme 14 mec npousouino pesxoe yxyouie-
Hile COCMOSIHUS MAAbYUKA 8 6UOe NOBbILUEHUS MEeMNEPAMYpbl
U yeHemeHusl cosHarust. Peberok Obi nepeeedeH é peanuMayioH-
Hoe omodeneHue, nocie aHaau3a uepedpPOCHUHANbHOU HCUOKOCHU
Obl uckoueHr uHgexyuonubiil npoyecc. Ha gone cumnmoma-
TUYECK020 1eHeHUs IMeMNepamypa CHUUAACh, COCMOSIHUE CIA-
OUAU3UPOBANOCH, HO OCMABANOCH msicenbiM. Manvuuk nepecman
V3HABAMb POOUMenNeil, CAeOUmb 3a OKPYHCAOUUMU HpeoMemamil,
Yoeparcusamv 204108y, 10MAMy, OMMEUANACH AKCUANbHAS Mbi-
UleyHas 2UNOMOHUSL, 4 8 KOHEUHOCHSIX — NOBbIUEHUe MOHYCA

Puc. 2. Mazcnumno-pe3onancrnas momoepaghus 2010681020 M032a nayuenma 6 6ospacme 13 mec, npoepeccuposarue nopaxcerus 6€1020 6e,ecmea 20106H020
Mmo3ea: a — 6 pexcume T2-636eutenHblx uzoopaxcenuii Ax; 6 — 6 pexucume T1-636euienHbix uzodpaxcenuii Ax; 6 — 6 pexcume T2-636eueHHbIX U300padceruil
Sag

Fig. 2. The brain magnetic resonance imaging at the age of 13 months shows enlargement of the white matter lesion: a — axial T2-weighted images; 6 — axial

T1-weighted images; ¢ — sagittal T2-weighted images
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MbIUUY, N0 CNACMUMECKOMY MUNY, CYXOJUCUAbHAS 2uneppeqhieKcus,
KA0Hycol 0beux cmon. Ha npomsiiceruu nocredyrouix mecsiuyes
COCMOsIHUE MAABHUKA NPOPECCUBHO YXYOUIAAO0Ch: YCYeyOunoch
Hapyuerue co3Hanusl (00 Kombl), pazeunace mempanieausl, Ha-
pacmanu ObixameavHvle paccmpoiicmea, Komopbvle npugenu
K cmepmu 6 6ospacme 17 mec. Om npogedenus aymoncuu peben-
Ka pooumenu OMKa3aniuch.

Panee dns ymouneHus eeHemu4eckoil NpuHUHbL NCHKOIHUe-
ganonamuu obvira nposedena /[HK-ouaecnocmuka memodom
Maccos020 napatieabHoeo cekeeHuposanus (59 a0epHvix eeHos,
Mymayuu 8 KOmopsix npUeoosm K pazeUumuro HacaeoCmeeHHbIX
ghopm neiikoducmpogbuii/aelikosHuegaronamuil) 8 rabopamopuu
HacnedcmeeHHbIx bonesnell oomera eeujecms (OI'bHY «Meoduko-
eeHemueckuil Hayuuoii yewmp um. axad. H.II. Bouxosa»,
2. Mockea). Obpa3suypbl nepugepuueckoil Kposu Oblau 835mbl
Y ManvMuKa u e2o pooumeneii nocie noayHeHus: UHQOPMUpPOB8aH-
Hoeo coenacust. Y npobanda Obiau 8bis161eHbl aPUAHMbL HYKAe0-
muodHoil nocredosamenvocmu 6 eeve EIF2B5: 6 12-m 3K30He
c.1688G>A, p.Arg563GIn u 6 9-m 3k3one c.1309G>A,
p-Val437Met. Jlannbie éapuarnmel 6biiu 6a1U0UPOBAHbL MEMOOOM
NPSIMO20 ABMOMAMUYECK020 CeKBeHUPOBAHUs. Y npobanda oHu
OOHAPYJICeHb! 8 KOMNAYHO-2emepo3U20MmHOM COCIOSIHUL, a Y PO-
Oumenell — 8 eemepo3ueomHom cocmosiHuu (y mamepu c. 1688G>A,
D.Arg563Gin, y omuya c. 1309G>A, p.Val437Met).

Ha MP-kaptune y mamyenTa (cM. puc. 1, 2) BbISIBIS-
JIOCh cUMMeTpUYHOe auddy3Hoe TTopaxkeHne 0eI0ro Be-
IIECTBA ITOTyIIApUii (TUTIEPUHTEHCUBHBII CUTHA B PEXKM-
max T2 n FLAIR, runmonHTeHCUBHBII CUTHAJI B PEXXMME
T1). C yueToM KIMHUYECKNX U aHAMHECTUUECKMNX JAaHHBIX
nuddepeHIIMaIBHYIO IMAarHOCTUKY ObLIO HEOOXOIUMO MpPOo-
BOIUTH C JICHKO3HIIe(haTONaTUSIMU /ICHKOTUCTPODUIMHI
panHero Bo3pacta [10]. MP-kapTuHa rmopakeHust ToJIoB-
Horo Mo3ra npu 6oiyiesHu Kpabbe u MetraxpoMaTuuecKkoi
JIEMKOIUCTPpOUN TOXE XapaKTepusyeTcs IU(@y3HbIM
ImopaXkeHrueM 0eJIOro BelllecTBa, HO, KaK MPaBWIO, OTCYT-
CTBYeT 0Opa3oBaHMe KUCT. DTh 2 3a00jeBaHUs B HallleM
ciydae ObUTM MCKITIOUEHBI TIOCTIE TIPOBEIeHMS (PepMEHTHOI
IarHOCTUKU. [1pu MUTOXOHIPUATBHBIX 3a00JeBaHMUSIX
MP-kapTuHa MOXeT ObITb CXOIHOI ¢ TakoBoi rpu JID-MBB,
HO KHCTBI 00JIee XOpOoIIo ouepueHbl. [1pu neiikosHiedano-
TATHSIX C TUIIOMUeTMHI3anmei (6onesHs [emeyca—Mepir-
Oaxepa) cUTHaJI 0eJI0To BellecTBa M3MeHeH Ha T2-B3BelleH-
HBIX U300paXkeHUsIX, HO Ha T 1-1n300paxkeHUsIX MOXKET ObITh
B HOpMe wiu 0Ju3Ko K Hopme. [Ipu 3Tom 3a0oeBaHUM
He HabJo1aeTcsl 00pa3oBaHMs KMCT B O€JI0OM BELIECTBE, 3aTO
OTMEYaeTCsT BOBICUCHNUE, TIOMUMO OEJIor0o, TaKKe M CEPOro
BelecTBa. B ommcaHHBIX paHee Ciiydasx WHOaHTWIHLHON
¢dopmbl JID-UBB BcTpevaock pacimpeHue nojIoCTy Ipo-
3pavyHOIi ITIeperopoaKy, KOTOpoe HaOI0IaIOCh 1 Y Hallle-
ro ramuyeHTa [16].

[TarorenHble MyTallu B TOMO3UTOTHOM MJTW KOMIIa-
VHI-TETEPO3UTOTHOM COCTOSIHUU B TeHe EIF2B5 00yciioB-
JymBatot pazsutue JID-MBB, B Tom uncie u BapuanT “Cree

3

leukoencephalopathy” [5]. B HacTosIIee BpeMsl onucaHo
HECKOJTIBKO JICCSITKOB ITAaTOI¢HHBIX MYTAlIMii B JAaHHOM TeHE
[8], koTOphIe accoLMMPOBaHBI KAK C TSKEIIBIM, TaK U ¢ 0oJ1ee
MSITKMM BapUaHTOM TeueHUs 0oJie3HU. BoisiBieHHas y Ha-
mrero mnamuenTa Myrauns c.1688G>A, p.Arg563Gln Obina
BriepBble orucaHa B 2018 I. B KOMIayHI-TeTepO3UTOTHOM
COCTOSIHMU € M3BecTHOM MyTanueii ¢c.806G>A, p.Arg269GIn
y pebeHKa ¢ paHHel netckoii popmoii JID-UBB 1 otHoCcH-
TEJIbHO ME/IJICHHBIM ITPOrPeCCUPOBAHMEM HEBPOJIOTMIESCKOM
cumIitoMaTuku [2]. Bropas myranus y Halllero rmamyeHTa
¢.1309G>A, p.Val437Met B rene EIF2B5 (NM_003907), BbI-
SIBJIEHHAsI BIIEPBBIC, TIO pe3y/IbTaTaM IIPOBEPKH B IIpOrpam-
Max IT0 TIPeICKa3aHIIO TTAaTOTeHHOCTY HYyKJICOTUIHBIX 3aMEH
SIFT u Polyphen2 noka3saja BBICOKYIO BEPOSITHOCTb ITaTO-
TeHHOCTU. AMMHOKMCIIOTA BajJuH B 437-M ITOJOXECHUU
cyosequHmitel el F2B € HaxoguTcst B momene I-patch (amm-
HOKUCJIOTHI ¢ 347-10 110 437-¢ TIoJI0XXeHNe ), OTBEYAIOIIeM
3a B3aMMOJICHCTBUE C APYTUMU CYOBEIMHUIIAMU KOMITICK-
ca elF2B, mosroMy MyTalust B JAaHHOM IOJIOXKEHUN MOXKET
0OKa3aTh OTPUIIATEIHbHOE BIMSHIE Ha (DYHKIIMIO BCETO KOM-
rekca. K. Takano u coasr. [11] B nipeacTaBIeHHOM UMM
KIMHUYECKOM CJIydae W 10 aHAIM3y JaHHBIX JIUTePaTyphl
MIPOIEMOHCTPUPOBAIM, YTO HATMYME Y TIPOOAHIa MyTallN1
B [-patch-gomMene cyonenuuuinl el F2B ¢ naxe ripu coue-
TaHUM CO 2-1 MyTauMel B IPYTUX JOMEHaX OeJiKa MPUBO-
T K pa3BUTHIO Oosiee paHHEH U TsKenoit (popMbl 3a00-
JICBaHUSI.

TakuMm oOpa3oM, MoaydYeHHbIE B HaIlIEM cydae JaH-
HbIE (TeMIIOBas 3aJep:KKa MOTOPHOTO Pa3BUTHS U IeOIOT
0oJie3HU Ha 1-M Tony >XKM3HU, aTaKTUYECKUIA CUHAPOM
U SIIIJICTICHUS B pa3BEpPHYTOI KapTUHE 3a00JIeBaHUSI, SITH-
30/1 pe3KOT0 YXYIIICHUS COCTOSIHUS, CITPOBOLIPOBAHHBIIA,
BEPOSITHO, CTPECCOM U JaJIbHEMIIIee TTPOrPeIUEeHTHOE TeUe-
HIe 3a00JIeBaHMSI C JIeTaIbHBIM MCXOIOM Ha 2-M IOy >KU3HI)
TO3BOJISTIOT ONPEACIUTD Y TIalleHTa MH(MaHTUIBHYIO (popMy
JID-WBB [17]. KnuHuyeckue naHHBIE TTPEACTABIEHHOTO
HaMU MalleHTa XOPOIIIO COIOCTaBUMEI C pe3ybTaTaMu
CaMOro KpymHOI'O MHOTOLIEHTPOBOTO MCCJICIOBAHUS Te-
HETUYECKM MOATBEPKIEeHHBIX cydaeB JID-MBB, 3apern-
CTPUPOBAHHBIX B AMCTEpIaMCKOIi Oa3e JieiikosH1Iedao-
matuii B 2004—2016 rr. [6]. UccrenoBarensiMmu ObLIO
IMOKa3aHO, YTO Y MAlIMEHTOB ¢ MH(paHTWIBHOI (hopMoit
3a00J1eBaHMsI B ITOJIOBMHE CIy9aeB PETUCTPUPOBAIACH 3a-
JIep>KKa Pa3BUTHSI, HUKTO U3 IMAIlMEHTOB C JaHHOM (DopMoit
He HavaJl XOOUTb CAMOCTOSITEJIbHO, HO MHOTHE, KaK M B Ha-
IIeM cJIyJae, TOCTUTIIM OIPeaeIeHHBIX MOTOPHBIX HAaBbI-
KOB (KOHTPOJIb MOJIOKEHUS TOJIOBHI, CHUICHNE 0e3 Mo~
JIepKKK). Y OONBIIMHCTBA MALIMEHTOB C JaHHOI (hopMOoii
0o0yIe3HM pa3BWIACh pedpaKTepHas SIMMICIICUS, TTOCTe
SIMU30INYCCKUX YXYIIICHUM COCTOSTHUS MPAKTUIECKU
HE PEeTUCTPUPOBAIUCH YIYIIICHUS, M BCE IETH YMUPAIA
B T€YEHHE HECKOJIbKMX MECALIeB Tociie nedrora 3adose-
BaHMSI.
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