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KJIMHUYECKUA CJOYYAN BOJIE3HU MEHKECA, OBYCJIOBJIEHHBINI
HOBBIM BAPUAHTOM HYKJEOTHUIHON 3AMEHBI B TEHE ATP7A

Cy60u4 K.B.}, 3umoBuna T.C.}, ®uaunosny E.K.?

L F'ocyoapcemesennoe yupescdenue
«Pecnybnuxanckuil nayuno-npakmuueckuil yenmp «Mamo u oumsy,

2 VO «benopycckuii 20cy0apcmeenbiii MeOUYUHCKULL YHUBEPCUMEM»,
2.Munck, Pecnyonuka bBenapyco

Pe3ome. bonesur Menkeca (BM, OMIM 309400) — myabTHCHCTEMHOE 3a00JIeBaHUE,
00yCIIOBJICHHOE HApYIIEHUEM METa0OIu3Ma MEAU B OpraHu3Me. TUIUYHBIMH CHUMIITOMaMH
00JIE3HH SIBJIAIOTCS IPOTPECCUPYIOIINE HEHPOAETeHEPATUBHBIC H3MEHEHUS, IKTOJIepMAIIbHBIC
HapylIeHus (B TOM 4YHCIe, KypuaBble )KECTKHE BOJIOCHI), MMAaTOJIIOTHUS OMOPHO-IBUTaTEIbHOTO
anmapara. [locnennuii mpu3Hak OOYCIOBIMBACT APYroe Ha3BaHHe 3a0oseBaHUS — OOJE3Hb
«KypuaBBIX BOJIOC». B cTarhe mpezicraBieHo KiIMHHYECKoe HaOmroneHue Oone3nun MeHkeca,
0OyCIIOBJICHHOE€ BapuWaHTOM HYKJICOTHIHOH 3ameHsl B reHe ATP7A (c.4084G>C;
p.Alal362Pro).

KualoueBble ciaoBa: wmerabonmusm wmenu, TeH ATP7A, KypuaBble BOJOCHI,
BBICOKOTIPOU3BOMTEIHHOE CEKBEHUPOBAHHE

Beeaenue. Ilepoe ynomunanue bM npuHajie:KUT aMepUKaHCKOMY Bpady MeHkecy,
onucasueMy B 1962 rogy HECKOIbKUX Majb4UKOB B OJJHOW CEMbE, Y KOTOPHIX HAOIIOAINChH
rpyOble HEBPOJIOTHYECKHE HAPYLIEHHUS, 3a1€P)KKa POCTa U HEOObIUHAS CTPYKTYpa BOJIOC.

BM xapaxtepusyercsi X-CLEIUIEHHBIM PELIECCUBHBIM THIIOM HacjelO0BaHUs, MOITOMY
KIMHWYECKHE  TIPOSIBIICHHSI  ONPENENAIOTCS Y  MAIMeHTOB  MYXCKOro  TIOJa.
PacripoctpaneHHocTh 3abosieBanuss coctaBusier 1 nHa 40.000-350.000 uemosek [1].
B Pecniybnuke benapych npencraBieHbl €TMHUYHbBIE HAOTIOACHHUS.

B ocHoBe BM nexar naronorndeckue BapuanTsl B rene ATP7A. JlaHHBIN TeH cOCTOUT U3
23 »9K30HOB, KaptupoBaH B Jokyce Xq21.1, craptoBeiii komoH ATG pacmnonoxeH
BO BTOpOM 3k30HE [2]. Kpynubie neneruu B rene ATP7A BoisiBisiioT B 25 % ciydaes. CriekTp
TOYKOBBIX MYTAIlMi MpeacTaBieH Muccenc-mytamusmu (33 %), noncenc-mytarusimu (16 %),
MyTalsIMU caiita crutaiicunra (16 %), menenmsamu/uHcepisamu/ nymmukanusmu (33 %) [3].
VYuuThiBas BapuaOeNbHOCTh T'€HETHYECKUX JAe(EeKTOB, JeXalluX B OCHOBE 3a00JeBaHUs,
CYIIECTBYIOT pa3IMYHbIC MATOT€HETHYECKHE MEXaHWU3MBbl HapylIeHUs paboThl Melb-
tpancnoptupytomieit ATda3zpl anbda. benok sxcnpeccupyercss BO BCeX TKaHIX OpraHU3Ma, HO
HanOoJice MHTEHCUBHO — B KJIETKAax O9KTozepMbl [4]. Vka3auHbli Oenok ob0iagaer IByMs
BOKHBIMU  (DYHKUIMSMH: CBSI3bIBAHME HMOHOB MEOM UM HX TPAaHCIOPTHPOBKA uepes
[IUTOIIA3MAaTHUECKYI0O MeMOpaHy, a TakKe BCTpaBaHHE HOHOB MEAW B COCTaB Melb-
3aBUCHMBIX ()epMEHTOB B KauecTBe KO(pakTopoB. 3a cuer aeuuuTa MeIb-TPaHCIOPTUPYIOIIEH
AT®a3bl anbha CHUXKAETCS YPOBEHb MEOU B KPOBM M B KIJIETKaX HEPBHOM CHUCTEMBI, YTO
NOPUBOJUT K HAKOIUICHHIO MEIM B DHTEPOLUTAX M HEJOCTATOYHOCTU MEJb-3aBHCUMBIX
(epMeHTOB: THUPO3WHA3bl (CHMXKAETCS CHHTE3 MEJaHWHA), JIM3WIOKCHIa3bl (crabocTh
COEIMHUTENFHON TKaHU B PE3YJIbTaTe OTCYTCTBHUS 0OpPa30BaHMS CBSI3EH MEXIY KOJUIAareHOM U
HJIACTUHOM), MOHOAMMHOKCHa3bl (HerocTaTouHoe (OpMUpOBaHUE CBsS3el KepaTHHa M, B
pe3yibTare, BOSHUKHOBEHUE KypUaBbIX BOJIOC), aCKOPOATOKCHIA3bl (IEMUHEpATH3alis KocTen
¥ [IUHT'a), IIITOXPOMOKCHIA3HI (HeduimT sHepruu, rurnorepmusi) [5].

581



BM mnpencraBneHa B ABYX KIMHHUYECKMX BapHaHTaX: CHUHAPOM 3aTbUIOYHBIX pOrOB
(C3P) u xnaccuueckass popma BM. Jlns C3P xapakTepHO IMPEHMMYIIECTBEHHOE MOPAKCHHE
COECIMHUTENIbHON TKaHu. Y mnauueHtoB ¢ C3P HaOmomaroTcs XapakTEpHbBIE OTJIOKEHUS
KaJblUs B 00JIaCTH 3aThUIOYHBIX OyrpoB, Ipsi0ias, MOPIIMHUCTAs KO, yII0YHas U 11axoBas
IpbDKU. B HeoHaTanbHOM IEpHOAE YAaCTO OTMEYAETCs T'MIIOTOHUS, TMIIOTEPMUS, KEITYyXa,
HapylIeHUEe BCKapMIUBaHUs. Y MpoOaHI0B IPYAHOIO U PaHHETO AETCKOr0 BO3pacTa OIUCaHbl
YacThle SMU307bl JWAPEH, PEUUAWBUPYIOIIMNE MOYEBBbIE HH(EKIMH, HAPYLUICHUS OCAHKH,
negopManuy rpyAHOM KIETKH, TMIIEPMOOUIIBHOCTD CYyCTaBOB. BoIOChl MOTyT OBITH TyCKJIbIE
U TpyOble Ha omymnb. YacTo IMArHOCTHPYIOTCS COCYAHUCTbIE AaHOMAIMM, B TOM YHCIE
apTepuajibHble aHeBpU3MbI. [IpomomkuTtenbHOCTh ku3HM Npu C3P BapbupyeT, HalMeHTb
MOTryT J0kuBaTh 10 50 ser [3].

Kitaccnueckas dopma bM XapaKTEPU3yeTCs IIPOrPECCUPYIOILUMHU
HEUPOACTEHEPATUBHBIMU HAPYIIECHUSIMU M 3HAUYUTEIbHBIM IIOPAXKEHUEM COEIUHUTEIIBHON
TkaHu. Kak npaBuno, mnaaeHis! ¢ bBM poxnarores B CpoK, C HOPMAIBHBIMU POCTO-BECOBBIMU
nokaszareiasiMM, 0e3 MpPU3HAKOB CHUHAPOMAIbHOM marosiorud. B HeoHaTanbHOM Iepuoje
y YacTH TallMEHTOB ONHCaHBl Hecmeun(puUecKue NPOSBICHUSA: KedaroreMaToOMBI,
CIIOHTAHHBIE IIEPEIOMBI, 3aTsDKHAs JKENTyXd, TUIIOTJIMKEMUsS, THIIOTEPMHUS, HapyLICHUsS
BCKapMJIMBaHUA, edOpMalUy TPYAHOW KIETKH, IMYIOYHAs WM MaXOBBbIE T'PBDKH, HU3KUN
MBIILIEYHBI TOHYc. B Bo3pacre 1-2 MecsleB NOABIAIOTCS HEKOTOPbIE XapaKTEpHbIE
(deHoTHUnMYECKHEe 0COOEHHOCTH: BOJIOCHI CTAHOBSITCS PEIKUMH, TYCKJIBIMH, KOXKa OJeTHEET,
KOHTYPUPYIOTCSI JIOOHBIE ¥ 3aThUIOYHBIE Oyrpel. JlaHHBIE TPOSBICHUS TPH OTCYTCTBHH
JPYTUX CUMITOMOB YacTO HE BBI3BIBAIOT OECIIOKOWCTBA M HE SIBJIAIOTCS IOBOJOM JUIs
oOpaiieHuss k Bpaudy. llcuxomoropHoe pa3BuTue peOeHKa B IEpBbIE MECALBI KU3HU
COOTBETCTBYET BO3PACTHOM HOpPME JMOO MOMKET ONpEeAeNsAThCS HU3KHI MBIIICUHBIH TOHYC.
B Bospacte 2-3 wMmecsueB Moryr JeOHOTHpPOBaTh SMUJIENTHYECKUE MPUCTYIBI, IJIOXO
nojgnatronecs (apmakonoruueckoid Ttepanuu. C 5-6 MecsAlEB CTAaHOBUTCS 3aMETHBIM
OTCTaBaHHE B HaOOpPE MOTOPHBIX U ICHUXOPEUYEBBIX HABBIKOB, MTOTEPSl paHee MPHUOOPETEHHBIX
HABbIKOB, HU3KHI TOHYC CMEHSETCSl CHACTUYHOCTbIO B KOHEYHOCTSIX, CHMYKAETCs oOuias
JBUTATEIIbHAsl aKTUBHOCTB, AETH CTAHOBATCS BSUIBIMM M COHJMBBIMH. Takke ONpenessroTCs
3a/iepkKa pocTta, IpobeMbl ¢ KOPMIIEHHUEM, YaCThIe PBOTHI U HApYIIEHUS CTYJIa.

C 6 mecsaueB BM MokeT ObITh 3amojo3peHa Onarofapsi XapakTEpHOMY H3MEHEHHIO
Bosioc. OHM CTaHOBSTCA TPyOBIMHU, I'MIIO/JEMTUTMEHTUPOBAHHBIMU, CIIyTaHHBIMU U PEIKUMH,
0cOOEHHO B 00JacTsX, damle MoABepraoumxcs TpeHuto. Ilpn MukpockomuueckoM
UCCJIEJIOBAaHUM BU3YAIM3UPYIOTCSI XapaKTepHbIE CTPYKTYpHbIE M3MEHEHUS! CTEp)KHEN BOJIOC:
OHHU IPUOOPETAIOT Y3JI0BaTYIO WM BEPETEHOOOpa3HyIo hopMmy.

B pannem JneTckoM BO3pacTe JOMHUHHUPYIOUIMMH TPOSIBICHUSAMU  CTaHOBSTCS
HEBPOJIOTUYECKHE HAPYIIEHUs, MATOJOTUS OIOPHO-ABUTATEIbHOIO armapara (CKeJIeTHbIE
negopManuy,  CIOHTaHHBIE  MEpeIoMbl Ha  (oHE  BBIPAKEHHOTO  OCTEONOpPO3a),
TUIEPMOOUIIBHOCTD CYCTaBOB, JpsOIOCTh KOXH, COCYAMCTbIe aHoManuu. Ha mno3gHux
cTagusx OOJIe3HH pPAa3BHBAETCS CIIENOTA, JAbIXaTENbHAs HEJAOCTaTOYHOCTh. bBONBIIMHCTBO
MAlUMEHTOB YMHUPAIOT JI0 3-JEeTHEro BO3pacTa BCIEACTBUE HWHGEKIHUNA, MaCCHUBHBIX
1epeOpalIbHBIX KPOBOTEUEHUH MITH HEHPOAeTeHEPATUBHBIX IPOLIECCOB.

Jns nuarHoctukn BM ucCnonb3yloT OMOXMMHMYECKUH U MOJIEKYJISIPHO-TE€HETUYECKUI
MeTonpl. buoxummueckum mapkepom bBM  sgBisiercd  CHMJKEHHME  YpOBHSA M€
U 1epyJIoIUIa3MHHA B CHIBOPOTKE KPOBH, MO3BOJISIIONIEE C OOJBIION CTENEHbIO BEPOSITHOCTU
HpPEANoNoXUTh 3aboneBanue. llepynomnazMuH sBiseTcss O€IKOM-TPaHCIOPTEPOM MeEH,
KOTOpBIM CHUXAeTCs B OTBET Ha HU3KUM ypoBeHb Meau. CHW)KXEHHbBIE 3HAUYEHUS MEIU
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U LepyJoIIa3MHHA TakXe XapakTepHbl i Ooje3Hu Buibcona-KoHoBanoBa, oHaKo
B oTiauure oT BM mpu ngaHHOW OOJE3HM NPOUCXOAUT H30BITOYHOE HAKOTUICHHE MEIH
B OpraHax HEPBHOW CHUCTEMBI U TMICUEHU, OKa3bIBAOIEH ToKcHueckuii 3¢ dekt. JaHHbIil MeTo
HE MO3BOJISIET C TOYHOCThIO TOBOPUTH 0 Hanuuuu bM y peGeHka, 0coOOeHHO B HEOHATaJIbHOM
NepUOJE, TaK KaK B 3TOM BO3PACTE CHUKEHUE YPOBHEM MeAU U LEpyJOIUIa3MUHA SIBIISETCS
HOopMOH. OJHAKO NpU HAIMYMM y peOCHKAa JPYruX XapaKTepHBIX CUMITOMOB 3a00JI€BaHUS
HE00X0MMO 0053aTEIbHO MTPOBOIUTH TAHHOE JTAOOPAaTOPHOE UCCIIEIOBAHUE.

CoBpeMeHHbIE METOJbl MOJICKYJISPHO-TEHETUYECKOM JMarHOCTUKU Ae()EeKTOB B IeHe
ATP7A aBisitoTCS HEOTHEMIIEMON YaCThIO MOATBEPKACHUS 1uarno3a bM.

O} PeKTUBHOTO ITHOTPOMHOTO JieueHUs: BM Ha ceromHsImHUN ACHb HE pa3padOTaHO.
B nutepaTtype mpeanararoTcsi MaTOreHETHYECKHE IMOAXOJbl B Tepanuu. Tak, mpeacraBiieH
MOJIOKHUTEIBHBIN 3((EKT B OTHOIICHUH 3aMeJICHUS] HEeHPOJAETeHEPATUBHBIX MPOLIECCOB PU
IOJKO’KHOM BBEJCHMs TI'MCTUAMHATa MeAu. Haumydiime pe3ynbTaThl NPU HMCIIOJIB30BaHUU
JAHHOT'O IIpernapaTa JOCTUTalOTCS B Cllydae pPAHHEro Hayaja Tepanmuu 10 TIOSBICHUS
HEBPOJIOTUYECKUX HapyIieHui [6].

Heas pabGorwl: mpencraBuTh HaOmogeHne BM y peOeHka ¢ Leabl0 paHHEHR
JUAarHOCTUKM JaHHOM HO30JO0TMHM M  TIOBBIIIEHMS KadyecTBA MEIMKO-T€HETUYECKOro
KOHCYJIbTUPOBAHUSI.

Matepuansl u meroasbl. [Ipodana — manpuuk 2 et 10 MecsiieB, KOTOpOMY ITPOBEIEHBI
yIBTPa3BYKOBOE HCCIIEIOBAaHHE OpPraHOB OpIOIIHON MOJNOCTH, 3JeKTposHLedanorpadus,
MarHuTHO-pe3oHaHcHas Tomorpadus (MPT) ronoBHOro mMo3sra, UCClieZIOBaHUE YPOBHSI MeIU
U LepyJIoNIa3sMIHa B KPOBHU, MOJIEKYJISIPHO-T€HETHYECKOe HcciaeloBaHue. Marepuaiom s
MOJIEKYJIIPHO-TEHETUUECKOTO MCCIIeIOBAaHUS MOCTYyui oOpasen renomuou JJHK mpoGanna.
Beinenenne JIHK u3 neiikorutoB nepudepryeckoil KpOBH BBIOJHEHO METOAOM COJIEBOH
AKCTPAKIUHU. BBICOKONPOU3BOINUTENBHOE CEKBEHUPOBAHUE IPOBEACHO Ha OOOpYIOBAaHUU
NextSeg550 (Illumina, CIIIA) ¢ ucnone3oBanreM Habopa Juisi cekBeHupoBanus NextSeq 550
System Mid-Output Kit (lllumina, CIIA). Jns mnoaroroBku JIHK «Ooubnuorex»
ucnonp3oBan Habop pearentoB Clinical Exome Solution V2 (SOPHIA GENETICS,
[IBeiiiiapusi) Mo NPOTOKOJY, PEKOMEHIOBAHHOMY IpOU3BOAMTENEM. bruonHpopmaTndeckuit
aHAIN3 TMOJYYEHHBIX JaHHBIX MNpoBoawiIM ¢ nomouibto muargopmel SOPHiA-DDM-v4
(SOPHIA GENETICS, Igeituapus). [To pe3ynbraTaM HHCTPYMEHTAIbHBIX M JJAOOPATOPHBIX
MCCJIEIOBAaHUM MPOBEIEHO MEIUKO-TEHETHYECKOE KOHCYIbTUPOBAHUE CEMbU C KOMIUIEKCHON
OLICHKOM ITOJIy4YEHHBIX JAHHBIX.

PesyabTaTsl M ux o6cy:xkaenue. 13 anamuesa uzBectHo: peOeHOK oT 1 OepeMeHHOCTH,
1 CpOYHBIX PO/IOB, Y KIIMHUYECKH 3/I0POBBIX POAMTENEH B HEPOJICTBEHHOM Opake. Macca Tena
Mallbuhka Tpu poxaeHun cocraBuwia 2440 r, nouHa tena — 47 cm. Ilocne poxneHus,
C yu4eToM TIoKa3aTeseld (PU3NYECKOro pa3BUTHs, pPeOCHOK B TEUEHMM Mecslla HaXOJUJICS
Ha BTOPOM 3Tare BhIXa)KUBAaHUS C JMarHO30M O€JIKOBO-dHEpreThyecKast HeJ0CTaTOUHOCTb.

IlepBruHBIl OCMOTp TreHeTHMKa IpoBeAeH B Bo3pacte 18 wmecsanes. Ilokazarenmn
¢u3mueckoro pa3BUTHA MaibuMka: Macca Tena — 9 kxr (-1,77 SD), nnuna tema — 84 cm
(+0,61SD), okpyskHOCTB T010BBI — 46 cM (-1,05 SD). 13 anamHe3a U3BECTHO, YTO HA MIEPBOM
rojly >KM3HM NpOOaH]| pa3BUBAICS C 3a/JE€PKKOH MOTOPHOTO Pa3BUTHUS: YAEP)KHUBAJ TOJIOBY
¢ 3-x MecsleB, He cujen, He moi3an, He xoawia. Habmionmamachk BelpakeHHas nuddysHas
MBIIIEYHAst TUITOTOHUS U 3aJiepXKKa MCUX0-pedeBoro pa3Butua. C yueToMm mpeobdianaromiei
HEBPOJIOTHYECKOM ~ CHMOTOMATHKH  TNEPBHUYHO  OBUIM  BBINOJIHEHBl  JIAOOpaTOpHBIE
(reHeTUYEeCKHE) WCCIICNIOBAHMS: TaHJAEMHAs MacC-CIIEKTPOMETpus (CyxXxue TsITHa KpOBH),
CEJICKTUBHBIH CKPUHUHI MOYM, MOJIEKYJISPHO-TEHETUYECKAsl JUArHOCTHKA CHUHAJIBHON
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MBIIIEYHOH aTpo(uu, MUTOXOHIPUAIBHBIX 3a00JIeBaHM, MCCIEIOBAHNE AKTUBHOCTHU
JM30COMHBIX (epMeHTOB B JeiikonuTax. Ilo pe3ynpTaTam NpOBEACHHBIX HCCIEIOBAaHUMN
NaTOJIOTUYECKUX M3MEHEHUI He ObUIO YCTaHOBIICHO.

B 2 roma cocrosHume pe0GeHKa YXYAIIWIOCh: Yy MallbuYUKa TMOSBUJINCH YacThle
MHUOKJIOHHM, B CBA3M C YeM  IMPOBEACHO IOBTOPHOE  MEAMKO-TEHETHUYECKOE
KOHCYJIbTUPOBAaHUE. YUUTHIBas MPOrPECCUPYIONINI XapakTep 3aboieBaHUs, TIKECTh
U HECNeU(PUUHOCTh KIMHUYECKON KapTHUHBI OBUIO MPHHATO pEIICHHE O IPOBEICHUU
MAIMEHTY 9K30MHOTO CEKBEHHUPOBAHUSI.

[TonydyeHHble B pe3ylbTaTe MAacCOBOTO MApaUICIbHOTO CEKBEHHPOBAHUS JaHHBIC
nponu OMoMH(POPMAIIMOHHYIO 00pabOTKY, BKIIOYAIONIYIO B Ce0sl KITFOUEBBIC ITAIbl: OIEHKY
KayecTBa IMPOYTEHUH, yHaJleHHe aJanTepoB W  TPUMMHHIa I[OCIEA0BaTEIbHOCTH,
npeoOpa3oBanue B bam-daiinbl, ©X COPTUPOBKY H Mpeodpa3oBanue B vef hopmart.

[To pe3ynbpTaTaM cekBeHUpOBaHHUA OblIa BBISIBIEHA HyKJIeoTHAHas 3ameHa C.4084G>C
(p-Alal362Pro) B 21 »9k3oHe rena ATP7A B TIeMH3UIOTHOM COCTOSHHH. AJITOPUTM
npeackazanus naroreHHocth SOPHiA-DDM-v4  pacnieHMBaeT JaHHBIA BapHaHT Kak
BEpPOSITHO NATOTCHHBIN. BBIABICHHBIM BapUaHT HYKJICOTHIHOM 3aMEHBl paHEe HE OIHCAH
B JIUTEpAType, HO aAIbTEPHATUBHBIC BAPUAHTHI 3aMEH B 3TOM KOJIOHE KJIacCU(PUIIMPOBAHBI KaK
IIATOT€HHbIE U ONMCAaHbI TP bM.

JlononmHUTENbHAS OLIEHKA IAaTOTEHETUYECKOH 3HAUYMMOCTH BBISIBICHHOTO BapUaHTa
OpPOBOAMIACE B  COOTBETCTBUM C PEKOMEHJOBAHHBIM MpPOTOKoJIoM  «PykoBoacTBO
10 MHTEpHpeTanuu JaHHBIX nocienoBarenbHocTH JIHK uenmoBeka, molydeHHBIX METOIaMHU
MacCOBOTO MapauIeIbHOTO CEKBEHUPOBaHUS» [7].

C yuerom monrydeHHBIX pe3yiabTaTtoB NGS i comocTaBieHus JaHHBIX MOJICKYJISIPHO-
TFeHETUYECKOr0 McCciel0BaHus M ()eHOTHIA BBIIOJIHEHA MOBTOPHAsE KOHCYJIbTALMs HEBPOJIOTa
U TEHETHKAa C IIeTbI0 HAa3HAUCHHs JIOTIOJIHUTENBHBIX JIA00PATOPHBIX M (PYHKIIMOHAIHHBIX
HCCIIEIOBAHUM B OTHOLIEHUU bM.

ITpu ocmoTpe pebenka B Bozpacte 2 jeT 10 MecsleB OnpeaesnsoTcs YepernHo-I1IIEeBbIe
nucMopduu: Opaxunedanuueckass ¢Gopma TOJOBBI, PEIKHE, TYCKIbIE, JOMKHE BOJOCHI,
JIBYyCTOPOHHUI NTO3 BEK, BBICOKOE HE0O, Jerkas peTporHaTus; Koka B MecTaxX CKJIaJ0K
npsibasi, cyxasi, THIIEpPITUTMEHTHPOBAaHHAs, C1a00 pa3BUTAs MOJKOXKHAS KUPOBAs KJIeTYaTKa,
3amaBllas TpyJHas KJeTKa, KPbUIOBHAHBIE jonaTku. Ilokazarenn (U3HMUECKOro pa3BUTHUS:
macca tena — 10,5 xr (-2,71 SD), amuna tena — 103 cm (+1,43 SD), oKpy>KHOCTBH TOJIOBBI —
47 cm (-1,79 SD). Ilpu olieHKe HEBPOJIOTHYECKOTO CTaTyca OIpeAemsieTcs, YTo PeOeHOK
POJYKTHBHOMY KOHTAaKTy HEJOCTYIIEH, B PEUM IMPHUCYTCTBYIOT OTACIbHBIC 3BYKH, B3TJISII
Ha TpeAMeTe NpakThdecku He Qurcupyer. HalmronaeTcs HEMOCTOSHHOE CXOAAIIeecs
Kocorjiazue 00OMX TJ1a3, TOMEPXUBAHNUE MPH TIIOTAaHUHM, YCTAHOBOYHOE MOJIOXKEHHUE TOJIOBHI
C TIOBOPOTOM BIIPABO; CYXOKWJIBHO-TIEPHOCTATbHBIE peieKchl JkuBble. OTmeuaercs
BelpakeHHast  nud¢y3Has  runotpodus, — akcHalbHas ~ MBIIIEYHAs  TUIOTOHMA,
MIPOTPECCUPYIOMINNA TUCTATBHBIM CracTUYecKuii TeTpanape3. OO0beM MacCUBHBIX JBIKCHUN
B JIy4e3aIlsICTHBIX, Ta300€APEHHBIX M TOJEHOCTONHBIX CYCTaBaX HECKOJIbKO OTPaHUYEH
BCJIEZICTBHE (DOPMHUPYIOIIUXCS MBIIICYHBIX KOHTPAKTYP.

[To pesynmbratam MPT romoBHOro mosra OOHapyXeHbl pe3HUIyaJbHBIC TJIHO3HBIE
U3MeHeHHs B OeloM BemiecTBE O0OOWX MONYNIApHil, YMEHBIIEHHE Pa3MEpOB C y4acTKaMHU
U3MEHEHHOTO CHrHaja B OOOMX TajlaMycaX, MHHHMMAaJbHOE paCIIMPEHUE JIMKBOPHBIX
npoctpaHcTB. [1aTonoruu cocyi0B roloBHOTO Mo3ra 1o fasHsiM MPT He oOHapyskeHo.
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[To nmanHBIM 3nekTposHIEdanorpaduu BBIBIECHBl SMUWICITAPOPMHBIE H3MEHEHUS
B BHJE 4YacTbIX BBICOKOAMIUIUTYIHBIX BCIBIIIEK OCTPHIX-MEAJECHHBIX BOJH, BCIIBIIIEK
MOJIUIHUK-BOJIHOBON aKTUBHOCTH.

[To  pesynabratam  O(TaJIbMOJIOTMYECKOTO  OCMOTpAa  BBICTABIEH  JHMArHO3:
ONTUKOHEWponaTus 000MX Ii1a3, YacTU4Hask aTpous 3pUTEIHHBIX HEPBOB 000MX TJ1a3.

B O6uoxuMuyeckoM aHanu3e KpOBH BBISIBIEHO CHU)KEHUE YPOBHS MEIU B CHIBOPOTKE
kpoBu — 59,7 MkB % (pedepencusie 3Hauenus 70—140 MxB %) u ypoBHS LepyIOMIa3MHUHA —
60,6 mr/n (peepencHsie 3Hauenus 172—-231 mr/n).

[To pe3ynbTaraM MHCTPYMEHTAIBHBIX, OMOXUMUYECKUX U MOJEKYISIPHO-TCHETUYECKUX
UCCIICIOBAaHMM, JAHHBIX, MOJYYEHHBIX NPH KIMHUYECKOM OCMOTpE, PEOCHKY YCTaHOBIICH
nauargos — bM.

3akmouenue. BM — penkas Tspkenas Oone3Hb oOMEHa ¢ HeHpojaereHepaTHBHBIMU
HapyLICHUSIMHU. YUYUTHIBAsI T€TEPOreHHOCTh U HECTIEUU(UUHOCTh KIMHUYECKUX MPOSBICHUH,
paHHssa quarHoctuka bM kpaiiHe 3aTpyaHeHa.

B caygasx pa3Butus GpapMakope3sUCTEHTHBIX SMMWICHTHUYECKUX MPHUCTYIIOB C PErpPeccoM
IICUXOMOTOPHBIX HAaBBIKOB B pPaHHEM BO3pacTe, BaXXHO WMETh HACTOPOKEHHOCTb
B OTHOIIEHMHM BM U OLICHUTh JONOJHUTENbHbIE KPUTEPUU: HM3MEHEHHE BHELIHEro BHJA
U CTPYKTYPBI BOJOC, APSOJIOCTh M CYXOCTh KOXH, THIOTPOQUS, CKEIeTHbIE nedopManuu
1 OMOXMMHYECKHE MapKEPHI.

CoBpeMeHHbIE BO3MOXHOCTH MOJIEKYJISIPHO-TE€HETHUECKUX MCCIEJOBAHUN HO3BOJISIOT
YCTAaHOBHUTH JTHOJIOTHIO 3a00J€BaHUS, 4YTO SBISETCA BAaXHOH COCTABISIOMICH IS
BO3MOYKHOCTH HAa3HAUY€HHs IATOICHETHYECKOW TepanuM MalMeHTY, a TakKe IOBBILICHUs
Ka4ecTBa MEAMKO-TEHETHYECKOTO KOHCYJIBTHPOBAHUS C OLEHKOW MpOrHO3a JUIsi CHOCOB
U IJIaHUPOBAaHUEM 00beMa TMarHOCTUUECKUX MEPONPUSATHH B CIEAYIOILYI0 O€pEMEHHOCTb.
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CLINICAL CASE OF MENKES DISEASE ASSOCIATED
WITH ANEW NUCLEOTIDE SUBSTITUTION VARIANT IN THE ATP7A GENE
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Menkes disease (OMIM 309400) is a multisystem disorder associated with impaired
copper metabolism. The most typical symptoms of the disease are progressive
neurodegeneration, connective tissue disturbances and curly, sparse and lusterless hair. The
latter symptom gives rise to another name for the disease — «kinky hair» disease. The article
presents a clinical case of Menkes disease caused by a likely pathogenic variant in ATP7A
gene (.4084G>C; p.Alal362Pro).
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