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TIpencrapienbl KIMHUKO-TeHETHYECKOE ONMMCAHNE M AHAJN3 CJIy4ast PEIKOT0 AyTOCOMHO-PEIECCHBHOTO HelpoaereHepaTHBHOro 3200~
JIeBaHHs C HAKOIUIEHHEM 3KeJie3a B Mo3re, Tun 4. 3a00JieBaHHe HAYAIOCH B MOJPOCTKOBOM BO3PACTe, HMEET ME/IIEHHO MPOrpeccupy-
fomiee Teyenne. JInarno3 noaTBepKIeH JaHHBIMA MATHUTHO-PE30HAHCHOI TOMOrpaduu  Pe3yIbTATAMA MOJIEKYISPHO-TEHETHIECKOTO
anaymsa. B rene C190rf12 BbisiBlieHbI B KOMIAYHA-TeTePO3UrOTHbIE MyTamu: B 3-M 3k30He (chr 19:30193873C>T, rs515726205),
NPUBOJAIIAS K 3aMeHe aMHHOKHMCJIOTHI B 69-it mo3ummu 0enka (p.Gly69Arg, NM_001031726.3), u panee He onucaHHAs MyTauus
B 3-M 3k30He (chr19:30193806A>T), npuBoasiIas K 3aMeHe aMUHOKHMCIOTHI B 91-it mo3umuu o6eka (p.Leu91Gln, NM_001031726.3).
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The authors presented f clinical and genetic description and analysis of a rare autosomal recessive neurodegenerative disease with an
accumulation of iron in the brain, type 4. The disease began in adolescence and has a slowly progressive course. The diagnosis was
confirmed by magnetic resonance imaging and molecular genetic analysis. The author found two compound heterozygous mutations
in the C190rf12 gene: in exon 3 (chr 19: 30193873C>T, rs515726205), leading to a substitution of the amino acid in the 69th posi-
tion of the protein (p.Gly69Arg, NM_001031726.3), and the mutation in the 3rd exon (chr19: 30193806A>T) not described earlier,
resulting in the replacement of the amino acid in 91 positions of the protein (p.Leu91GIn, NM_001031726.3).
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pyIITa HelipomereHepaTUBHBIX 3a00JIEBaHMI ¢ HaKO-

IUICHUEM 3Kelie3a B Mo3re, B 3apyOeskHO JMTepa-
Type — Neurodegeneration with Brain Iron Accumulation
(NBIA), BkioyaeT pa3iIMyHble TeHETUYECKHe (opMbI
HACJIEICTBEHHbIX  MPOTPEeCCUPYIONIUX  3a00JIeBaHUI
HEPBHOI CHCTeMBI ¢ HAKOIUICHWEM 3Xejle3a B Oa3aJbHBIX
TaHIJIMSIX ¥ [TATOTHOMOHWYHBIMU TIPU3HAKaMU TIpH Hel-
poBU3yanM3alid. KIMHWYeCKUWe TIPOSIBICHUS] 3TOMU
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TPYIIITBI HACJICACTBEHHBIX TPOTPECCUPYIONINX O0Ie3Hel
IHHC tax:ke pazHooOpa3HbI [1].

BrniepBele  HelfpomercHepaTMBHOE  3a0boJieBaHME
C HakoIJIeHUEeM 3Xeje3a B Mo3re omucaHo B 19221
W TONYJIWJIO Ha3BaHWe Oose3HW lamiepBopmeHa—
[lInatua B yecTh HEMEUKUX MOPOOJIOroB, OMUCABIIMX
3Ty marojoruto. [eH maHToTeHaTKMHa3bl PANKZ2 Obln
unentudumuponad B 2001 . [2]. PesynbraTtom aedekra
TeHa SIBJISICTCS YMEHBIIICHUE ITPOAYKITNY MTaHTOTCHATKH -
Ha3bl, YTO BeleT K HAKOIUICHUIO ITUCTEMHA B Oa3aIbHBIX
CTPYKTypaX TOJOBHOTO MoO3Tra. 3aITycKaeTcsl TIpoIlecce
TIePEKUCHOTO OKWCJICHUS, TPUBOMAIINNA K arloNTo3y
HeiipoHoB. Ha MecTe HEKpPOTU3MPOBAHHBIX HEHPOHOB
MPOVCXOAMT pa3pacTaHue INUajbHOW TKaHU. [Tpu 3TOM
3a00J1eBaHUM OOIIIMI OOMEH XeJe3a He cTpaaaer [3].

Pa3BuTre MOJIEKYJISIpHON T€HETHKW, IIMMPOKOE pac-
MPOCTPaHeHUE W COBEPIICHCTBOBAHNE METOIOB HEWpo-
BU3YaJIM3aIlUN PACIIUPWIIA BO3MOXKHOCTH JMAarHOCTUKU
Y MIPUBEJIU K BBISIBJICHUIO APYTHX (HOpM HelposereHepa-
TUBHBIX 3a00JICBAaHUI ¢ HaKOTUICHHWEM KeJie3a B MO3Te,
TeHbI KOTOPBIX YCTaHOBIIEHH [1, 2]. B HacTosi1iee Bpems
M3BECTHO ISITHaILaTh Takux ¢opm [4]. OngHako 3HAUYM-
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TeJIbHAsI 9acTh CIyJaeB ¢ KIMHIISCKUMM TTPOSIBIICHUSIMU
TAHHOTO 3a00JIeBaHMSI TCHETUICCKU He pacImmdbpoBaHa.
Knaccudukanus HeliponereHepaTUBHBIX 3a00J€BaHUI
C HaKOIUICHMEM 3XeJie3a B MO3Te He 3aBepllieHa, 3a0oire-
BaHMs 0003HAYAIOT HE TI0 YCIIOBHBIM HOMEpaM, OTpaxa-
FOIITUM XPOHOJIOTHIO MOJICKYJISIPHOM pacIimmppoBKH, a ITo
Ha3BaHUSIM TeHOB WK 0eKoB [1, 2, 5].

BonbpIIMHCTBO HelpomereHepaTUBHBIX 3a00JIeBaHUI
C HaKOITICHWEM Kejie3a B MO3Te HaYMHACTCST B JETCKOM
WA TIONPOCTKOBOM Bo3pacte. sl KIMHWUYECKON Kap-
TUHBI XapaKTePHBI TUPaMUIHBIC W Pa3IMIHBIC SKCTPATTi-
paMUIHBIE CUMIITOMBI, TU3apTPHUsI, aTPOhUsT 3pUTCITBLHBIX
HEPBOB, KOTHUTHMBHBIC W TICUXMUYCCKUE pPACCTPOMCTBA.
BuoxuMuaeckuMH MeTOTaMU 3TH 3a00JIeBaHUS HE BBISIB-
JTIoTCsl (32 MCKITIOUEHWEM  arlepyJIOTIa3MUHEMUH).
CIIOXKHOCTh TUAaTHOCTUKH, KPOME TOTO, 0OYCTIOBICHA pa3-
HOOOpa3neM KIIMHIIESCKUX TTPOSTBIICHMIA.

BaxxHBIM TIPU3HAKOM OOJIE3HU CUMTACTCS TaTOTHO-
MOHUYHBIIM MPU3HAK, ONpeneisIeMbIil TIpy HelpoBU3ya-
JIN3AIUU — <«IJIa3 TATpa». [1pym MarHUTHO-pEe30HaHCHOU
tomorpaduu (MPT) romoBHoro mo3sra Ha T2-B3Be-
IMEHHBIX M300paKCHUSX BBISBISIIOTCS CHMMETPUYHBIE
TMIIOMHTCHCUBHBIC OYard B OJIGIHOM Iape, OOYCIOB-
JICHHBIC HaKOIUICHWEM KeJie3a, C IeHTPAIbHBIM 09aroM
TMIICPUHTEHCUBHOCTH — TaK Ha3bIBacMbIC IJla3a THUTPA.
Anamu3 IHK — enuHCTBEHHBII METOM YTOUHEHUS aua-
THO3a MPU 3TOI maToyioruu [5].

Yame octasbHbIX (HOpPM 3a00JeBaHUI ITOW TPYIIIbI
Bcrpevaercst 1-it tum (35—50% Bcex HeiipomereHepa-
THUBHBIX 3a00JIeBaHWIA ¢ HAKOIICHUEM Kejie3a); 2-i TUT
BBIsIBIIsIETCS B 15—20% citydaeB. 4-i TUIT TIPEICTABIISIET
coboit penkyto Gopmy u BeisiBIIsIeTcsT B 6—10% cotydaeB
HeWpoJeTeHEpaTUBHBIX 3a00JIcBaHUIT ¢ HaKOIICHUEM
JKelle3a B MO3Te; OCTadbHbIe (OpPMBI KpaliHe penKu
(1% u menee) [1, 2].

OpUeHTUPOBOYHAST JacToTa HeHpomereHepaTUBHBIX
3a00-JIeBaHMIA ¢ HAKOIICHUEM 3Kejle3a B MO3Te COCTaBIISIeT
1—3:1 000 000 [2]. [TouTtn Bce (hopMBbI HACIIEMYIOTCSI AyTOCO-
MHO-peLeCCUBHO. BobIIMHCTBO (hopM, KpOoMe CBSI3aHHBIX
¢ reHamu FAH2 u COASY, maHudecTupyloT B IOHOIIE-
CKOM M B3pOCJIOM Bo3pacTe; 1-if m 2-i1 TUITHI 3200 IeBaHMSI
OOBIYHO HAYMHAIOTCS B JETCTBE, HO MMEIOTCS M PEIKUe
Mo3aHO MaHUdecTUpytolme (GeHOTHUIIb; 4-if TUIT 3a00Je-
BaHUSI JalIe MPOSIBIISIETCS B TIONPOCTKOBOM Bo3pacte [5].

HeitponereHepatnBHOE 3a00JIeBaHIE C HAKOTUICHAEM
JXeJre3a B MO3re 4-To THIIa, CBSI3aHHOE C TeHOM MeMOpaH-
Horo Oenka mutoxoHapuii CIl9%rfI2 u 0003HaUEHHOE
kak HHXKXM-4, unu MPAN (Mitochondrial membrane
Protein-Associated ~ Neurodegeneration),  BbIIeJICHO
B otaenbHylo ¢opmy B 2011 T [6]. Dynkuus 6Genka,
komupyemoro reHom C19rf12, manousydyeHa, Tpearo-
JTaTaeTcsl ero yJyacThe B KIIETOYHON SHEpreTUKe M MeTa-
00JTM3Me XUPHBIX KUCITOT. [1pr maHHO# TTaToIOTUH TIPO-
HCXOIUT OTJIOXeHWeE Tesell JIeBM He TOIhKO B Oa3aIbHBIX
TaHIJIMSIX, HO W B HeoKopTekce. HakorureHme Xejesa
HabmonaeTcss B OJIeAHOM 1lIape M B MEHbIIEH CTeTeHU
B YepHoi cyocTtaHuuu [7].

KJINMHUYECKUE CJTYHAU

Knununyeckast kapTuHa 3a00j1eBaHUsI C HAKOTUIEHUEM
Kejieza B Mosre 4-ro Tuma pasHooOpasHa. [eHo-geHo-
TUMUYECKUE KOPPEJSILIMM YeTKO He IOKa3aHbl, pa3Hble
(eHOTUIBI MOTYT OBITh CBSI3aHbI C OAHOM W TOM e MyTa-
ueit. [Tpu MPT BBISIBISIIOTCSI 04ar rMIMOMHTEHCUBHOCTU
B OiemHOM 11ape (y BceX OOJIbHBIX) U YEPHOi CyOCTaHIIUU
(mouTn y Bcex). «[J1a3 TMrpa» cuyuTaeTcs HexapaKTepHbBIM
MNpU3HAKOM TIpU JaHHOI ¢opMme O0JIe3HU, OAHAKO ObLT
BBISIBJIEH Y 2 TIOJILCKUX U 2 TypelKUX nanueHToB. M3me-
HeHus1 kapTuHbl MPT mnosiBisiioTcst CIycTs HEKOTOpOE
BpeMsI ocie Havasla KIIMHUYEeCKUX MPOSIBIEHUH U B IUHA-
MUKE He HapacTaroT [2, 5].

B MexayHapogHOM peructpe HelpoaereHepaTuBHOE
3a00jieBaHME C HaAKOIUIEHUEM Xeje3a B Moare 4-ro
ThNa npeactaBieHo 19 cembsiMmu ¢ 24 GoabHbIMU (18
noJibckux ceMeit m 1 Hemeunkast). [losBasiroTcst co00-
LIEHUST O TAHHOM 3a00JIeBaHUM B TYPELIKUX, UPAHCKUX,
UTaJIbIHCKUX ceMbsiX. B Poccuu BbIsiBI€HBI OOJbHBIE
B 5 ceMbsIX, 3 U3 KOTOPBIX OMKCaHBHI [5].

B pycckosi3bluHOI JMTepaType BCTpEYaloTCs €au-
HUYHbIE MYyOJUKAIIMK, TOCBSIIEHHbIE 3TO KpaiiHe
peoKoil MaToJIOTMM, B KOTOPBIX MOMYepPKUBAETCS
CIIOXHOCTb €€ IMAarHOCTMKW KakK y JeTel, TaK U y
B3pocibix [8]. Ha manHOM 3Tame u3ydeHus: OoJie3HU
KaXXIbI KIMHUYCCKUIM CIydyald NpeacTaBisgeT HayYHbI
U TIpaKTUYeCcKuil mHTepec. B KauecTBe wiutOCTpaliuu
MPUBOAUM HCTOPHUIO 0O0JIE3HU MAllMEHTKU, HaOII0laB-
LIECS B HALLIEW KIIMHUKE.

bompnag M., 15 net, oOciemoBaHa B OTHEICHUM
st pereit ¢ mopaxkenueM LHHC, HapylieHueM TICUXUKA
U OMNOPHO-IBUraTeJIbHOrO amnmnapara. l[ocnuTanu3npo-
BaHa C XajobaMu Ha cjaabocTb B HOrax, HapylleHHe
MOXOIKU, KOOPAMHALIUM, TOJJIOBHbIE OOJIM JTIOOHOI JIoKa-
JIU3alMM, BOZHUKAIOIIME MPEUMYIIIECTBEHHO BO BTOPOit
MOJIOBUHE THS M KYNUPYIOLIHUECS OTABIXOM, 3TH30/bl
TOJIOBOKPYKEHUSI, SMOLIMOHAIbHYIO JTaOUIbHOCTb, CHU-
JKEHUME OCTPOThI 3pEHMSI, 0OMOPOUHbBIE COCTOSIHUSI.

M3 aHamHe3a XW3HM M3BECTHO, 4YTO pebdeHOK
OT MepBOi HOPMAJIbHO MPOTEKaBIlIel OepeMEeHHOCTH,
CPOYHBIX, (PU3MOIOTUYHBIX POIOB, Macca MPU POXKACHUU
3400 r, mmHa Tena 52 cm. OueHKa Mo IIKajge Arrap
cocraBuna 7/8 oOGamioB. [lcuxomoTOopHOE pa3BUTHE
1o 1 roma cOOTBETCTBOBAJIO BO3PACTHBIM HOPMaM: TOJIOBY
TIEPKUT C 2 MeC, CUINT CAMOCTOSITEIBHO ¢ 6 MeC, XOIHT
¢ 1 roma. @paszoBas pedb ¢ 2 jet. [lepeHecaa BETPSHYIO
ocny. Ponurensam no 34 roga, 3mopoBbl. HaciencTBeHHbIX
3200J1€BaHUI B CEMbE HE OTMEYAIIH.

BoabvHa ¢ 11 net, Korna Ha oHe TOJTHOTO 310POBbS
MOSIBUIMCH 3MU30/IbI TOJIOBHBIX 60s1eil. C 12 et orMeva-
JIOCh YXyIIIEHUE COCTOSIHUS B BUJIE yYallleHUSI TOJTIOBHbIX
Ooueit. HaGmiomanach y HeBpoJiora 1o MECTY XKMUTENIb-
CTBa, MPOBOAWIACH HelpomeTaboauyecKasi Tepamnus
6e3 cymiectBeHHOro addexra. C 13 jeT mosiBUIIOCh CHU-
JKeHUe 3peHus, yxXyalleHue rmoxoaku. B Bospacre 13 net
MpU AUCTIaHCepU3aUUU O(PTATIbLMOJIOTOM BbISIBIEH OTEK
JIMCKOB 3pUTEJIbHBIX HEPBOB, UYTO MOCIYXWJIO MOBOIOM
JUTS1 0OCJIeIOBAHUS B CTALIMOHAPHBIX YCJIOBUSIX.
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Dedoceesa H.D. u coaem. Kiniunueckuii ciyyaii peIkoro HeiipoaereHepaTMBHOTO 3a00J1eBaHMsI ¢ HAKOTIEHHEM XKeJie3a B Moare, T 4, y peOeHKa 15 et

Heeponoeuueckuii cmamyc. OOOHSIHUE HE HaApPYIICHO.
CHUXEHME OCTPOTHI 3pEHUS C OBYX CTOPOH. [asHbIe
eaM W 3payku CUMMETpUYHbl. Peakiinu 3paykos
Ha CBET M KOHBEPTECHIINIO XUBBIE, CAMMETPUIHBIC. [IBH-
JKEHUS TJIa3HBIX SI0JIOK B TIOJTHOM 00beMe, HUCTarMa Her.
JIMII0 CUMMETPUYHO B TMOKOE W IMPU MUMHUYCCKUX JTBU-
KEHUSX. SI3BIK B ITOJIOCTHM PTa PACIIONIOXKEH IO CpemHei
quHNA. Peub ¢ anemeHTaMm mu3aptpum. Crjia MBI
B pyKax — 5 0atoB, B HOTax: B IIPOKCHUMAaJIbHBIX
otnenax — 4,5 6anna, B IUCTalbHBIX — 4 Oajta. ToHyc
MBI C 2JIEMEHTaMU 3KCTPAMpPaMUIHOTO, B HUKHUX
KOHEYHOCTSIX ITOBBIIIICH IO CITACTUYECKOMY THITy. PaB-
HOMEpHasl CHMMETPUYHAsl CYXOXWJIbHas Turepped-
JIEKCUST ¢ PACIIMPEHHBIMHA PehIIEKCOTCHHBIMU 30HAMH.
[Ipo6a bappe mnoyoxureabHasi B HIKHUX KOHEYHO-
ctsix. CumntoM BaOGMHCKOTO TOJOKUTEIBHBIN CIIpaBa.
OrpaHuveH 00BeM aKTMBHBIX M TACCWBHBIX IBVDKCHMUIA
B TOJICHOCTOITHBIX CyCTaBax. bpronmHbie pedIeKChl CHU-
XKeHBI, CHMMeTpHYHbIe. OrpaHUIeHBI HAKJIOHBI BITEpe],
He MOXeT TpHcenarh, XOAWTh Ha IsITKax. KoopmuHa-
TOPHBIE TIPOOBI BHIITOJHSIET C MHTCHIIMOHHBIM TPEMOPOM
¢ IBYX cTOpoH. OTMeUYeHBI SMOIIMOHATbHAS JTAOMITHHOCTh
B TeYeHMe IHSI, CMEHa HACTPOCHMSI, CHIDKCHUE KpH-
TUKU K CBOEMY COCTOSTHUIO, M30BITOYHAST TOBOPIUBOCTD.
YyuTcs B 1ikosie ciado.

Mo panHBIM o@dTambMockonuu B 2016 T BBIAB-
JICHBI OTeK IUCKa 3pUTEIHHOTO HepBa C JBYX CTOPOH,
JacTW4YHasT aTpo(uss HEPBHBIX BOJOKOH ITePUTIATIMI-
JIIPHO M B MaKyJIsIpHOM o6jacTtd. JIMCK 3pUTETHLHOTO
HepBa cIipaBa OJEIHBIN, OTEYHBIN, TPOMUHUPYET, Tpa-
HUIIBI Pa3MBITBI, TICPUIANWIISPHBIA OTEK CETYATKHU.
JlcK 3puTebHOTO HepBa ciieBa OJICIHBIN, MeIraTbHasT
TTOJIOBMHA OTEYHasl, Kpail pa3MBIT. PeTuHaIBHBIE COCYIBI
0IM3KM K HOpMe. X0 COCYIOB OObIUHBIN. B MaKkysipHOIi
30He pedIreKch critaxkeHsl. [1pu nccaenoBaHIT OCTPOTHI
3peHMUsI BBISIBJICHA MUOTIHS Cl1ab0l CTeTIeH! 000MX TJas.
[lepuMeTpus: TTOJISI 3peHUSI C GETBIM 0OBEKTOM B HOPME.
LBeToonryiieHre o6oux rj1a3 rpydoo HapyIIeHo.

MybsTUCTIMpaibHasT KOMIThIOTEpHasE ToMorpadust
rojoBHoro Mosra (2016T): BbISIBIEHO U3MEHEHHE
OJICIHBIX IApPOB M YePHOM CYOCTaHITUU TOJIOBHOTO MO3Ta
¢ obeux cTopoH (KambluHaThI?). OrpenensieTcss 0ObI3-
BECTBJICHHE TOJIOBKH 3pUTEJIEHOTO HEpPBa C IBYX CTOPOH.

MPT ronosHoro mo3sra (04.2016 T.) BEISIBIIIO KapTHHY,
XapaKTepHYI0 A1 MaHTOTEHAaTKMHA30aCCOLIMMPOBAHHOMN
HelipomereHepallui — CHHOpoMma lajulepBopieHa —
InaTua, B BUIE HAKOIJIEHUS XeJie3a B 00JacT OJieIHbIX
IIapOB 1 YepHOU CYOCTaHITMHU TOJIOBHOTO MO3Tra, CUMMe-
TPUYHO C 006enX CTOPOH. [IpyruX 0COOCHHOCTEI BeIlleCTBa
TOJIOBHOTO MO3I'a U €r0 CTPYKTYp He oOHapyxkeHo. B2016 T.
nposeneH JJHK-aHanu3: MeTogoM nmpsiMoro aBToMaTuye-
CKOTO CEKBEHMPOBAaHUS MCCICIOBAHBI BCS KOTUPYIOIIAst
001acTh 1 TIpWJICKAIINE 9K30H-MHTPOHHBIC COCTMHECHMS
reHa PANK?2, oTBEeTCTBEHHOTO 3a pa3BuTue 0osie3Hu [an-
nesopaeHa—I1Inarua. Myrauuu He 0OHapyXXeHBbI.

Ilo pmanHbIM 3nekTposHuedanorpapuu B 2017T,
Ha oHe CHIDKEeHUST (DYHKIIMOHATBHOTO COCTOSTHUST KOPBI

OOJMbIIMX TOJYLIAPUI  BBISIBJIEHbl TMPU3HAKW pa3apa-
JKEHMST TuaHIe(albHBIX OTIEJIOB MO3ra. Dnuiaentudop-
MHasl aKTUBHOCTb He 3apeructpupoBaHa. MPT rojgosHoro
mosra B 2017 . mpoBeleHa B CTaHAAPTHBIX MMITYJIbCHBIX
nocnenoBarenbHocTsIXx FSE m SE, FLAIR, SWAN, TI-
1 T2-B3BELIEHHBIX U300paXkKeHUSIX B aKCUAJbHOM, CaruT-
TaJILHOM M KOpOHapHOW Mpoekiusix. Busyanusupyrorcs
ounatepaibHble TUTTOMHTEHCUBHBIE BO BCEX PEXMMAaX CKa-
HUPOBAHMSI 30HBI B CTPYKTYpe IMOAKOPKOBBIX SIIEP, BHY-
TPEHHEl Karcyibl C paclpoCTpaHEHUEM MO TIPOBOASIIMM
MyTSIM Ha CTPYKTYphI CTBOJIA, UMetolye B pexkume SWAN
XaOTUYHbIE TUIIEPUHTEHCUBHBIC BKIIIOUEHUSI, YTO MOXET
CBUJIETEILCTBOBATh WJIM O HaIMYUMK  KaJIbLMHALWU
MpU JAereHEePaTUBHBIX Mpolieccax, Wik (heppoMarHeTUKoB
npy O0JIE3HSIX HAKOIIICHUS Xejle3a (CM. pPUCYHOK).
[Tlcuxuampuueckoe obcnedosanue ¢ 20172. OpueH-
TUpOBaHAa B MECTE U BpPeMEHU BEPHO. DMOLIMOHAIBHO
JabwibHa. Ha Bompochkl oTBeyaeT Mo CyIIeCTBY, BHU-
MaHue ObICTPO ucTolaercs. Peub ¢ orpaHUYeHHBIM CJI0-
BapHbIM 3amacoM, NPUMUTHUBHA. WHTe/IeKTyalbHbIE
BO3MOXHOCTU HEBBICOKOTO YPOBHSI. CMBICI TOCIOBUILI
U TTIOTOBOPOK TPAKTYeT KOHKPETHO. MBbIIILJIEHUE CKIOHHO
K 3aCTpEBaHUIO Ha HECYIIECTBEHHBIX JETaJsIX, BS3KOE.
[TcuxonpoayKTuBHAsE CUMMOTOMATUKA HE BBISBISIETCS.
3ak/oueHue: OpraHMyYecKoe acTeHUYECKOe pPacCcTpoii-
CTBO y pebeHKa ¢ HelipoJlereHepaTHBHBIM 3a001eBaHUEM.
ITo pesynabratram odranrbmockonuu 2017 . BbISIB-
JIeHbl TPU3HAKU ABYCTOPOHHEH YacTUYHON aTtpoduu
3pUTEIBbHOIO HEpBa, IMArHOCTUPOBAHBI JPY3bl AMCKA
3pUTEIBLHOIO HepBa, MUOMUS cjaboil creneHu. Jducku
3pPUTEIbHBIX HEPBOB 0JIEAHO-PO30BbIE, YMEPEHHO JEKO-
JIOPUPOBaHbI, TPAHULIBI CTYLlIEBaHbl. APTEPUM CYKEHBI.
MakynsipHasi 30Ha He U3MEHeHa. 3akJIloueHue: IBYCTO-
POHHSISI YacTUYHAs1 aTpodus 3puTesibHOro Hepsa. Jpy3bl
JIMCKa 3puTesIbHOro HepBa. Muonus caboii cTeneHu.
I[Ipu MoeKyISIPHO-TEHETUYECKOM HCCIeI0BaHUN
KpoBHM T10 pe3yibsratam cekBeHupoBaHus JIHK (manenn
«HeiiponereHepaTuBHble  3a00JieBaHUSI»)  BbISIBJICHA
reTepo3uroTHass Myrtamus B 3-m sk3oHe reHa C19irf12
(chr 19:30193873C>T, 1s515726205), mpuBOISIIAs
K 3aMeHe aMWHOKHWCIOTHI B 69-ii mo3wmuum Oeika
(p.Gly69Arg, NM_001031726.3). [lanHas MyTamus
B TOMO3UTOTHOW M KOMITayH-T€TePO3UTOTHOM opme
BMECTE C Ipyroy MyTalyeil ornncaHa y malueHToB ¢ Hel-
polereHepaliMeii ¢ HaKOIJIEHUEM XeJie3a B Mo3re, TUIl 4
(OMIM: 614298). Kpome Toro, BEISIBJICHa paHee He oI -
CaHHasl TreTepo3UroTHasi MyTalusi B 3-M DK30HE TIeHa
C19orf12 (chr19:30193806A>T), mpuBomsmIast K 3aMeHE
aMUHOKMCIOTHl B 91-it mo3uumu Oenka (p.Leu9lGln,
NM _001031726.3). Mytauuss He 3aperucTpHpoBaHa
B KOHTPOJBLHBIX BbIOOpKax «1000 reHomoB», ESP6500
u ExXAC. AJropuTMbl TIPOTHO3MPOBAHUSI TATOTCH-
HOCTH pAacCIleHWBAalOT NaHHYI MYyTalldlo KaK Bepo-
atHyto matoreHHyio (SIFT: 0.001, Polyphen2 HDIV:
1.000, Polyphen2_HVAR: 0.995< MutationTaster:1.000,
PROVEAN: — 5.510, LRT: D). ITo naHHbIM reHeTH4e-
CKOTO MCCJIeIOBAHUS Y POJUTENEH, OTell SIBJISIETCSI HOCU -

POCCUWCKW BECTHUK MNEPYUHATOJIOMMN U MEANATPUN, 2019; 64:(5)

ROSSIYSKIY VESTNIK PERINATOLOGI! | PEDIATRII, 2019; 64:(5)

111




UHUYECKUE CJTYHAU

Pucynox. MarHuTHO-pe30HAHCHAS] TOMOTPAMMA r'0JIOBHOTO MO3ra manuenTku M., 15 ner

a — T2-B3BeneHHOe M300paKeHNe, AKCHAIbHAS IPOEKIMS: CTPEJIKH YKA3bIBAIOT HA YYACTKH CHIDKeHus T2-cur-
HaJla B 00J1aCTH 0J1eIHBIX IAPOB U3-32 HAKOIUIEHHS JKeJIe30COIepKAIMX COeAMHeHHii; 0 — n300pakeHue, B3Be-
HIeHHOE 10 MATHUTHOI BocipunMunBocTd (SWI), akcuaabHAsi NPOEKIHs: CTPEIKH YKa3bIBAIOT HA YYACTKH CHU-
Kennss SWI-curnana B o6s1acTu 0J1eIHbIX IAPOB U3-32 HAKOILIEHUS JKeJle30CoAepKalUX CoeIMHEHHUil.

Figer. Brain MRI of the patient M., 15 years old

a — T2-weighted image, axial projection: the arrows indicate areas of decrease in T2 signal in the area of pale
balls due to the accumulation of iron-containing compounds; 6 — magnetic susceptibility image (SWI), axial
projection: the arrows indicate areas of decrease SWI signals in the area of pale balls due to the accumulation

of iron-containing compounds.

teseM wmytaru chr19:30193806 A>T rena C190rf12,
MaTh — HocuTeaeM MyTammu chr 19630193873C>T maH-
HOTO IeHa.

Ha ocHoBaHUM COBOKYIMTHOCTM KJIMHUYECKUX MPOSIB-
JICHWIT 1 pe3y/bTaToB 00cea0BaHUs OOJIbHOI OBbLT ycTa-
HOBJIEH NIMarHo3: JereHepaTuBHOe 3abosieBaHUE HEPBHOM
CHUCTeMbl — HelponereHepalusi ¢ HaKOIUIEHUEM XeJsesa,
TUI 4, TOAKOPKOBO-MO3KEUKOBbI CUHIPOM, MCEBI00YIb-
OGapHbIii CUHAPOM, HIDKHUI CIACTUYECKUIA TTapanapes.

Jleuenue BKJIIOYAJIO HeHpoMeTadoINIeCKyIO
Tepanuio, BUTAMUHOTEpanuio (BUTAMUHBI Tpyrmbl B),
TOPMOHOTepanui  (IJIFIOKOKOPTUKOUIBI),  (DU3MOTE-
parnuio, Maccax, MexaHotepanuio. Ha gone neyenust mpo-
JIOJIKAJIOCh MPOTPecCUpPOBaHUE KOTHUTUBHBIX U DKCTP-
arnupaMUIHbIX HAPYIICHUIA.

3aknovyeHue

Takum 06pa30M, COY€TaHMUC CHUHIApOMa 3KCTpaIlinu-
paMUIHON MW MO3XEYKOBOW HEHOCTATOYHOCTU, HUX-
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