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MwvonaTnyeckmm cMHgpPoOM npu 6onesHn HakoneHnA rnvukoreHa IV Tmna
Ha npumepe cemMenHoro ciy4as

®epoceeBa N.D.', MononHukosa T.B.", MnuHeBunu 0.C.2
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Poccus, 650056 , 2. Kemeposo, yn. Bopowunosa, 22a

2 Kys6accras obracmuas xaunuveckas 6oavnuya um. C.B. Bensesa
Poccus, 650061, 2. Kemeposo, np. Oxmabpvckuil, 22

PE3IOME

Hens. ccnenoBanne KIMHUYECKOH KapTHHBI M JuddepeHnranbHas AMarHoCTHKa PEIKOro HAaCIeACTBEHHOTO
3a0oneBaHMsl — OOJIE3HM HAKOIUICHHUS IIMKoreHa [V Tma ¢ mopakeHneM CKeIeTHOW MYCKYJaTyphl Ha IpuMepe
CeMEHHOro ciyJas.

Matepuannbl 4 MeToAbl. HabmroneHre 1ByX MAIllMEHTOB B YCIOBHSX CHENHUAIN3UPOBAHHOTO HEBPOJIOTHYECKOTO
OTJeNIeHNs] 00JIaCTHON KIMHIYECKOI OONBHUIIBI X aMOYIIaTOPHO.

Pe3yabratsl. [[nuTensHoe HaOMOACHHE U 00CIEI0BaHHE B IBYX KIMHUYECKH CXOXKHX CIy4acB MHUOIATHH y CHO-
COB MMO3BOJIMJIO YCTAHOBUTH JHAarHO3 HACIECTBEHHOI O0Je3HN 00MeHa BeliecTB. BpojxxnenHas MbltedHas popma
00JIe3HN HAKOIUJICHHs TIMKOoreHa IV THma mposiBisiiiach CHHIPOMOM MHOIATHH, Hepr(epHIECKUM TeTpanape3oM
C pa3BUTHEM KOCTHBIX Iedopmariuii. CI0KHOCTD JUArHOCTUKH 00YCIIOBIICHA IPOTrPECCUPOBAHNEM N30IMPOBAHHO-
r0 MHOTMIATHYECKOTO CHHAPOMA TP OTCYTCTBHH CHMIITOMOB ITOpPa)KCHHsS MeYeHH. [[HarHo3 yCTaHOBICH C yUETOM
KJIMHUYECKUX MPOSIBICHUH, IPOrPECCHPYIOLIEro TeUeHHs 3a00JIeBaHus, JaHHBIX dJIEKTPOMHOTpaduu, pe3ybTa-
TOB MOJICKYJISIPHO-TEHETHUECKOTO MCCISJOBAHMUS TATOTCHHBIX MyTalHil, aCCOLMUPOBAHHBIX C HEPBHO-MBILICYHBI-
MH OOJIC3HIMHU.

3akaouyenne. bosesnp HakomeHus rinkoreHa [V THla MoXeT KIMHUYECKH MaHH(ECTHPOBATh B BUAE IPOTPEC-
cupyloeld MuonaTuy 6e3 MaToJIOruy MeUYeHN ¥ N3MEHEHUI OMOXMMHUYECKUX ToKa3arenel kpoBu. [Ipencrasien-
HblE KIMHUYECKHE CIIy4an y CMOCOB MIACHTHYHBI. MUONATHYECKUH CHUHIPOM HE MMEET KIMHHYECKUX OCOOCHHO-
CTeH, 3HAUYUMBIX Uil AudQepeHnnaIbHON IUarHOCTHKY C JPYTMMH HACJECICTBEHHBIMH HEPBHO-MBIICYHBIMU
Oosie3HsaMH. ['eHeTHYecKoe HCCieoBaHie BBISIBUIO MyTauuio B reHe GBEI W paccMaTpHBAaeTCsl Kak OCHOBHOM
JIMarHOCTUYECKUH KpUTepHid 3a001eBaHusL.

KiroueBble cjioBa: 001e3Hb HAKOIUICHUS IIMKorena IV Tuma, Muonarusi, HEepBHO-MbIIIEUHbIE 00JIE3HU
Kondaukt nHTEpecoB. ABTOPHI NEKIAPUPYIOT OTCYTCTBHE KOH(INKTOB HHTEPECOB, CBA3AHHBIX C MyOIHKAINeH
HACTOSIIECH CTAaTHH.

Hcrounuk ¢puHAHCHPOBaHUS. ABTOPBI 3asBISIOT 00 OTCYTCTBUU (DHHAHCHPOBAHUS IPH MPOBEICHHU HUCCICHO0-

BaHUA.

Jas untupoBanus: PenoceeBa U.d., [Tomonnukosa T.B., [Tunesny O.C. MuonaTudeckuii CHHAPOM TIpH 00-
JIe3HH HAKOIUICHUS TIHKoreHa IV Tuma Ha mpumepe CeMEHHOro ciydas. broiemenv cudOUpcKol MeOuyuHsi.
2024;23(3):172-177. https://doi.org/10.20538/1682-0363-2024-3-172-177.
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Myopathy in glycogen storage disease type IV: case report of a family
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ABSTRACT

Aim. To study the clinical presentation and differential diagnosis of a rare hereditary disease glycogen storage
disease type IV with progressive skeletal myopathy in a case report of a family.

Materials and methods. Two patients were followed up in the specialized neurology unit of the regional clinical
hospital and in the outpatient setting.

Results. Long-term follow-up and examination in two clinically similar cases of myopathy in siblings allowed
us to diagnose a hereditary metabolic disease. The congenital muscular form of glycogen storage disease type
IV was manifested by myopathy and peripheral tetraparesis with the development of bone deformities. Difficulty
in the diagnosis was due to isolated myopathy progression with no signs of liver involvement. The diagnosis
was established with account of clinical manifestations, the progressive course of the disease, electromyography
findings, and the results of molecular genetic testing for pathogenic mutations associated with hereditary
neuromuscular diseases.

Conclusion. Glycogen storage disease type IV can clinically manifest itself by progressive myopathy without liver
involvement and changes in blood biochemistry. The presented clinical cases in siblings are identical. Myopathy
does not have clinical features that are significant for the differential diagnosis with other hereditary neuromuscular
diseases. Genetic testing identified a mutation in the GBE! gene and is considered as the main diagnostic criterion
of the disease.

Keywords: glycogen storage disease type IV, myopathy, neuromuscular diseases
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BBEAEHUE

JocTmxeHnsT TOCIeAHUX JeT B O0NacTH TeHETHKH
pacIIupUiIM MPEJCTaBICHUS O pa3HOOOpa3un Ooie3Hen
HAKOIUICHHS M NEPCIIEKTUBAX WX paHHEH MHMarHOCTHKH,
YTO OTpeNeNsieT aKTyalbHOCTh UCCIIEIOBAHUS U CHCTE-
MaTH3allid KIMHUYECKUX ACHEeKTOB MaHHOW IIaToJO-
ruy. Boje3sHu HaKkoIUICHHs TJIMKOTeHa — 3TO Tpyma
HACJIEZICTBEHHBIX H3UMOIMATHH, BO3HUKAIONINX B CBS-
3U C TCHETUYECKH JCTEPMUHUPOBAHHBIMH AedexkraMu
(hepMeHTOB, yYaCTBYIOIIMX B METaOOIU3ME TIUKOTe-
Ha. Hapymenue mMetabonusMa NpuBOIUT K U3MEHEHHIO
CTPYKTYPHI TJIMKOT€HAa U HAaKOIUIEHUIO €r0 B OpraHax u
TKaHsX, YTO SIBJSIETCSI OCHOBOM ()OPMHUPOBAHUS KIIMHH-

YecKUX NpOSBICHUI. BoJe3HN HaKOIJICHUS TIIMKOTCHA
XapaKkTepU3YIOTCS IMUPOKHM CIIEKTPOM KIMHHYECKHX
¢enorunos [1, 2].

B Hacrosmee Bpemst n3BecTHbI 6osee 20 THHOB Oornes-
HEH HaKOIJICHMS TJIMKOI'€HA, BKJIKOYas IMOATHUIIBI, U3 HUX
HaI/I6OHeC IOJIHO U3YYCHBI ICBATH TUIIOB, pa3JIMYaAtOIIUXCS
0CcO0EHHOCTAME (PepPMEHTHON HEOCTATOYHOCTH, KITMHH-
Yyeckoil Manu(ecTalyu 1 BapuadenbHOCTHIO MPOTHO3a —
OT ONArONPHATHOTO TEUYCHHUS J0 TSDKEIBIX MPOTPECCUPY-
I0IIUX (GOPM C JTeTaTbHBIM UCXOAOM B JIETCKOM BO3PAcTe.
[Mo Mepe n3yueHus pa3IUIHbBIX aCIIEKTOB TAHHOH ITaTOJI0-
TMH COBEPIICHCTBYETCS MX Kiaccuukamms [1-3].

Bose3nn HakoIUIEHHSI TIMKOT€HA OTHECEHBI K TPYI-
e opdaHHBIX 3a00JIEBaHUM, WX PaCIPOCTPAHEHHOCTH
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B momyJsiiuu coctasisier 1 : 200001 : 43000 [1, 3].
Huskuit ypoBeHb pacmpOCTpaHEHHOCTH HaCIEICTBEH-
HBIX OOJe3HEH HAKOIUICHHWS B TOMYJIALUH, KIFMHHYC-
CKHH TIOMUMOpPPU3M M OO0JIbIIoe YHCIO (HEHOKOHI
OTPENIEISIIOT CIOXKHOCTh AuarHoctuku [4—7]. bonesns
HaKOIUIeHUsI ThuKoreHa [V Tuma — ayTocoMmHO-penec-
CUBHOE 3a00JIeBaHHe, TIPOSIBIISIONIEECS NEPUITUTOM aMH-
n0-1,4:1,6-rmokanTpancdepasbl, 00YCIOBICHHOE MyTa-
uel B kogupytonieM nanHbiit pepment rene GBE I, uto
MPUBOANT K HAKOIUICHHUIO TTIMKOTEHA C aMUJIONEKTHHO-
MoTI0OOHOM CTPYKTYPOH B pa3NUUHBIX OpraHaxX U TKaHSX,
BKJIFOYAs MeYeHb ¥ MbIbl [1, 2].

I'eHnplii OKyC OOJE3HM HAKOIUIEHUS TJIMKOTE€HA
IV tuna coorserctByer 3pl2.2. [1, 2, 6]. Pacmpoctpa-
HEHHOCTb 3TOro TUna OO0JIe3HNW HAKOIUJIEHHS TIIMKOTeHa
cocrasisier ot 1 : 600000 mo 1 : 800000 [7]. M3BecTHO
HECKOJIBKO KIMHHYECKUX (PopM OO0JEe3HH HAKOIUICHHUS
rimkorena [V Tuma: kiaccuueckast medeHOYHas, HEeIpo-
rpeccHupylomas IedeHouHas, (haTaabHas IepHHATAIbHAS
HEpBHO-MEBIIICYHAs, BPOXKACHHAS HEPBHO-MBIIICYHAS,
JeTCKasi HEpBHO-MBIIICYHAs, B3poCias HEPBHO-MBI-
1IeyHas ¢ U30JIMpOBaHHON Muonarueil. BosMoxxHs! pas-
HOOOpa3HbIe M TOMUYECKH HEOJHOPOJHBIE CHHAPOMEI
QG Qy3HOTO MOpakeHHsT HEPBHON cHUCTeMHI [2, 6, 7].
Ha coBpemeHHOM 3Tanie BayKHO HAKOIUICHHE JAaHHBIX O
KOPpENSLUAX TeHOTHIIA U (PEHOTHIIA TIPU 3TOM PEIKOM
3a00JIeBaHUU.

K/AMHUYECKUN CNYYAM 1

IMauument M. 7 JieT Haxoawica Ha 00CIE€IOBAaHUU B
HEBPOJIOTHYECKOM OTIIEJICHHN OOJIACTHOTO CTallMOHapa
¢ )kajobaMu Ha epruodeckre 00N B CITMHE U HIDKHUX
KOHeuHOCTsX. Poxurenn otMevanu y pebeHka ciiabocTh
B MBIIIIAX CIMHBI M KOHEYHOCTEH, HApYIICHHUE TIOXOIKH
1 ocaHkH. boseH ¢ poxxaeHus, MMeeT HHBATMAHOCTG. M3
aHaMHe3a W3BECTHO, 4TO peOEHOK OT mepBoi OepeMeH-
HOCTH, IPOTEKABIICH HA (DOHE AaHEMHHU U YTPO3bI IIPEPHI-
BaHus B | TpuMectpe. Ponsl B 40 Hel, cCaMOCTOATENBHBIE.
Bec nipu poxnaenun 3 340 r, mmuHa Tena 56 cm. OueHka
o mkaine Anrap 9/9 6amios.

[Mocne poxaeHus oTMedanuch AUQQy3Has MbllIey-
Has TUIIOTOHMS, runopeduexcus. B panHem Bo3pacte
HaXOAMJICS MO HaOJIOJIEHUEM C JTUarHo30M «MHEJIOH-
[IeMUsl Ha MOSCHUYHOM YpPOBHE, CHHIPOM JBHIATEINb-
HBIX HapymeHmi». OTMedamach cinabocTh B KOHEU-
HOCTSIX, THUIOTOHHSA, 3aJep>KKa MOTOPHOTO Pa3BHUTHUSL.
Pogurenu 3m0poBsr, matepu 34 rona, oty — 43 rona.
Bpar nmamuenTa B Bo3pacrte 5 JIeT HMeeT IMOI00HYI0 CHM-
MITOMAaTHKY, cecTpa (Bo3pacT 3 roja) —310poBa. PebeHok
HEOJTHOKPATHO 00CIIEeIOBaH U MOMydall KypChl JICUCHUS
B YCIOBHSX MHOTONPO(MIBHBIX cTannoHapoB. OOree
COCTOSIHHE HE CTPaJalio, COMaTUYECKON MATOJIOTHH BbI-
siBIIeHO He Ob110. CocTosiHME peOeHKA TPAKTOBAJIOCh KaK

CHUHJIPOM JABUraTEIbHBIX HAapYLIEHUH C 3alep:KKOH Mo-
TOPHOTO Pa3BUTHSI BCIEACTBUE MEPUHATAIBHON MaTOJO-
TUH HEPBHOM CHCTEMBI, BIIOCIIEICTBUU — KaK BO3MOXKHOE
HaCJIeZICTBEHHOE HEPBHO-MBIILIEYHOE 3a00JIeBaHHE.

C yderoM MeEUIEHHO MpPOrpeccCUpyIomEeil oTpu-
ATeNbHOW JWHAMMKH JABHUTaTeNbHBIX HapyLIEHUH |
OTCYTCTBHS 3HAYMMOTO A(PQPEeKTa OT MPOBEACHHOTO
neueHus: (Metabonnueckas TEpanusl B COUETaHUU C Jie-
4eOHOM (DU3KYJIBTYpOH, MacCakeM W (PU3HOJICUCHUEM)
B JTU(depeHINaTLHO-THATHOCTHYECKOM acCIeKTe pac-
CMaTpUBAJIaCh MHUOMATHs. YPOBEHb KpeaTHH(pOoCHOKH-
Ha3pl (KOK) B kpoBM Ha MPOTSHIKEHHUH BCETO MEpPHOJIA
HaOTIOICHNS] COOTBETCTBOBAJI HOPMAJILHBIM 3HAUCHHUSIM.
[To pesympTaraM 3JIEKTPOMHOTPA(GUIECKOTO HCCIIENO0-
BaHusi (OMI') oTMmeueHBl HeyOeIWUTENbHBIC MPHU3HAKH
NEPBUYHOIO MblLIEUHOro nopaxeHus. [losropnas OMI'
BBISIBUJIA CHUMIITOMBI TME€PETHE-POrOBOTO MOPAKEHUs, B
CBSI3U C 4eM B Kpyr nuddepeHnaibHol JUarHOCTUKI
BKIIIOUCHA CIIMHAIbHASA MbIIIeYHas aTpodus 1-ro Tuma.
MarnuTtHO-pe3oHancHas Tomorpadus (MPT) ronosHo-
T'0 MO3Ta U MOSICHUYHOTO OT/AeJa TO3BOHOYHUKA U CIIMH-
HOT'O0 MO3T'a IIAaTOJIOTUU HE BBISBUIIA.

Hesponorunueckuii cratyc. PebeHoKk akTUBEH, ICUXO-
peueBoe pa3BUTHE COOTBETCTBYIOT Bo3pacTy. DyHKIMU
YepenHbIX HEPBOB HE HapylIeHbl. MBIIIEYHBIH TOHYC B
KOHEYHOCTSX IH(D(DY3HO CHIDKEH, cuMmMeTprdeH. Cy-
XOKIUIBHBIE pedIeKCH B pyKax CpeJHEH XKMBOCTH, B
HOrax — HU3KHe, cUMMeTpuuHble. Cuila B KOHEUHOCTAX
3-4 Gamna, HIKE B IUCTAIBHBIX oTAenax. OrMmedaercs
TUIOTPO(US MBI KOHEYHOCTEH, CITUHBI; BRIPaKSHHBIN
MOSICHUYHBIA THIIEPIOPIO03, CKOJIHMO3 TPYyI0-TIOSCHUY-
HOT'O OTJeNa, MIOCKO-BaNbrycHble cTombl. [logbpeMm w3
TIOJIOKEHUH CHJIS U JIe)Ka — CO BCIIOMOTaTebHBIMU TIPH-
emamu. [Toxoaka nepeBanuBaromascsa. Hapymiennit ayB-
CTBUTEJIBHOCTH, CTATUKH, KOOPJMHALIUH HE BBISBICHO.

1 yTouHeHus Tuna MHONATUYECKOTO CHHAPO-
Ma TPOBEIEHBI IIOJHOE CEKBEHUPOBAaHUE 3K30Ma,
MIOMCK TMAaTOI€HHbIX MYTalUN, aCCOLMHUPOBAHHBIX C
MBIIICYHBIMA TUCTPO(HUAMH, a TaKXKe C OPYTMMHU Ha-
CJICIICTBEHHBIMH 3a00JICBaHUSIMHU CO CXOJTHBIMH (DEHO-
TUMTMYECKUMHU TIPOSIBJICHUSMU. BrIsBIieHa paHee omu-
CaHHas TeTEPO3UTOTHAs MYTalMs B MHTPOHE 5 TreHa
GBE! (chr3:81698005A>G, 1rs192044702), npuBoas-
1asi K HapylIeHUI0O KAHOHUYECKOTro caiiTa CIulaicuHra
(c.691+2T>C, NM_000158.3).

Myrtanusi omnucaHa B KOMIAYHI-T€T€PO3UTOTHOM
¢dbopMme BMecTe ¢ APYIMMH MYTAlUUsIMH Yy HAlUCHTOB
¢ Oone3Hpl0 HakomwIeHWs rimkoreHa, Tum IV. Ilo co-
BOKYIHOCTH CBEIEHMH €€ CclelyeT pacleHHBaTh Kak
maroreHnylo. B Tom xe rene GBE! BbIABIEHA pa-
Hee He ONMCaHHas reTepo3UroTHas MyTalusl B 3K30-
He 7 (chr3:81692139C>T, rs369574719), npusons-
mas K 3aMeHe aMUHOKHUCIIOTHI B 262-11 mo3unuu Oeika
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(p.Arg262His, NM_000158.3). ['oMO3HTOTHBIE 1 KOM-
MayHI-TeTepO3UTOTHRIE MyTaluu B rene GBE] ommca-
HBI, B YaCTHOCTH, y MAIMEHTOB C OOJIE3HBIO HAKOILIE-
Hus mmkorena, tuamn [V (OMIM: 232500). AnroputMel
IpeACKa3aHusl IaTOTeHHOCTH pPACHEHUBAIOT JTaHHYIO
MyTanuio Kak BepositHo marorerHyro (SIFT: 0.000,
Polyphen2 HDIV: 1.000, Polyphen2 HVAR: 1.000,
MutationTaster: 1.000, PROVEAN: -4.760, LRT: D).
Myranus, npuBoadias K 3aMeHe aMUHOKHUCIIOTHI B TOH
e mosunmu 6enka (p.Arg262Cys), onucaHa B KOMIa-
YHI-TETEPO3UTOTHON (popMe BMeCTe C APYroi MyTaru-
eil y nanuenTa ¢ 00Je3HbI0 HAKOIUICHHS TIIMKOTeHa, TUII
IV (OMIM: 232500.0016). ITo cOBOKYITHOCTH CBEIEHUH
BBISBIICHHYIO MyTaLUIO CIeLyeT PacLCHUBATh KaK Bepo-
ATHO TMaTOT€HHYIO.

o

IToxonka mepeBaIMBarOIIAsACs, ¢ y4aCTHEM BCIIOMO-
raTenbHON Myckyiatypel. He MoxkeT mpeirath, Oeratsb,
XOJIMTh HA MATKaX. BUOXMMUYECKHiT aHAIN3 KPOBH — O€3
OTKJIOHEHUH OT HOpMBI. KITMHUYeCKH | 1o pe3ysibTaraM
JIOTIOJIHUTENBHBIX HCCJIEJJIOBAHUN MaTOJOTHH CO CTO-
POHBI BHYTPEHHHX OPraHOB HE BEBLIBICHO. Ha ocHOBa-
HUHM KIMHAYECKUX MPOSBICHHH MPOTPECCHPYIOIIETO
TedeHns 3a0oneBaHus, AaHHBIX OMIT U pe3yibpTaToB
MOJICKYISIPHO-TCHETHYECKOH ~ IMAarHOCTHUKH  PeOCHKY
YCTAaHOBJIEH KIMHUYECKUH IUAarHO3 «HACIEICTBEHHAsS
Oosie3Hp oOMeHa BeliecTB. boie3sHb HAKOIUICHUS IJIM-
koreHa [V Tuma, BpoxaeHHas MbledHas (popma, CHH-
JIpOM MHOIIATHH, epudeprdeckuii Terpanapes ¢ Gop-
MHUPOBaHHEM KOCTHBIX Jie(hopMaIuii.

[pu nanpHeiiniem HaGIIOICHNN OTMEUECHBI TIPU3HAKU
MPOrPECCUPOBAHUS MHONATUYECKOTO CHHIPOMA M BTO-
PUYHBIX H3MeHEeHU# ckenera (puc. 1). [IporpeccupoBanu
B JMHAMHKE THHOTPO(US MBI KOHEYHOCTEH, CIHHEI,
UCKPHBJIEHUE NT03BOHOYHMKA BJIEBO B HWKHE-TPYJHOM U
MOSICHUYHOM OT/IENaX, HOSICHUYHBIA THIIEPIOpI03, CIia-
XKEHHOCTB TPYIHOTO KH(D03a, IITOCKO-BAIBI'YCHBIE CTOIIH,
peTpaKLys aXWIIOBBIX CYXOKUIUM, yKOpOUEHHE IPaBOH
HIDKHEH KOHEYHOCTH Ha 2 CM, BTOPUYHAsl KOHTPAKTypa
IPaBOr0 KOJEHHOTO CyCTaBa, HapylIeHHe (QyHKIUU Cy-
craBa 1-ii creneHu, BTopuyuHas pasrudarenpHas KOHTPakK-
Typa TOJIEHOCTONHBIX CYCTAaBOB, HapylIeHHE (YHKINH
cycTaBa 2-i CTeleHH, CHU>)KEHUE CUIIbI B KOHEUHOCTSX, 00-
Jiee BEIpa)XKeHHOE B IMIPOKCHMAIBHBIX OTAENax — 10 3 Oan-
JIOB, CHMMETPUYHAS CYXOXKWIbHAS TUITOPE(IICKCHSL.

Puc. 1. ITaniuent M.: @ — rUnoTpodus MBI KOHEUHOCTEN
U CIIMHBI, IOCHUYHBIN TUIEPIOPI03, CIIaKEHHOCTh IPY/I-
HOro Ku(}o3a, MI0CKO-BAJIbIyCHBIE CTOIBL; b — UCKPUBIIE-
HHE N03BOHOYHMKA BJIEBO B HIDKHETPYIHOM M IIOSACHHWY-
HOM OTJIeJIaX, YKOPOUEHHE NIPaBOH HIKHEW KOHEYHOCTH

KAMHUYECKUN CAYYAN 2

Mamuent I'. S5 ner, OpaT npeacTaBICHHOTO BEIIIE
narnuenta M. (puc. 2). Pomutenn ormeuaror cinabocTs B
MbIIIIAaX CIIMHBI U KOHCQHOCTCﬁ, HapylmeHue noxXoaKnu U
OCaHKH. BoJIeH ¢ poXxIieHus, IMeeT UHBATUAHOCTh. Pebe-
HOK OT BTOPOIi OepeMeHHOCTH, IPOTEeKaBIIe Ha oHE aHe-
MHH, YTPO3bl NpepbiBanus B I Tpumectpe. Poabl BTOpEIE,
B 37-38 Hex, myTeM KecapeBa CEUSHHUS B CBSI3H C TA30BBIM
npeanexanueM. Bec npu poxnenuu 2 860 r, nirHa Tena
55 cm. Omenka mo mmkane Amnrap 7/8 6annos. OTMevanach
3aj1ep’KKa MOTOPHOTO U TICHXOPEYEBOTO PA3BUTHSL.

Habmoancst HEBpOJIOrOoM ¢ paHHETO BO3pacTa IO
MOBOJIy TEPUHATATHHON TATOJIOTMH HEPBHOW CHCTE-
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MBI, MHOIIATUYECKOTO CHHIPOMA, 3aICPKKH TEMITOB
MOTOpHOTO pa3BuTHsi. Kypcel amOymaTopHOTO M cTa-
[MOHAPHOTO JIEYEHHUST MPOBOIWINCH 2—3 pas3a B TOJ,
0e3 addekra. ObOcnenoBaH B YCIOBHUSIX 00JIACTHOTO
craimonapa. Copepkanne KOK um amuHOoTpaHChe-
pa3 B kpoBHu — B HopMe. MPT rojoBHOTrO Mo3ra, HHX-

Hesponornuecknii craryc. IlcnxopedeBoe passutue
COOTBETCTBYET BO3pacTy. OYHKIINMH YepEeIHBIX HEPBOB
He HapymieHsl. OTMEYEeHBI TUIOTPO(US MBI KOHEU-
HOCTEH W TuIeYeBOro nosica, muddy3Hast MpIIIeYHast TH-
MIOTOHUS, «KPBUTOBHIIHBIC) JIOTIATKH, CHIDKEHHIE CHIIBI B
pykax u Horax 110 3—4 6amoB. CyXxoxuibHas rumoped-
JIEKCHsI B KOHEUHOCTSIX, 0€3 aCHMMETPHH, IaTOJIOTHYe-
ckux pednexcos Her. [Toxoaka mepeBanuBaromasics, ¢
y4acTHEM BCIIOMOTATeIbHOM MycKynaTypbl. [Ipu BcTa-
BaHHUU HCIIOJIb3YeT XapPaKTEPHBIC IJIsi MUOIATUH MpHE-
MBI (cummToM ['oBepca). UyBCTBUTEBHOCTD HE HApYIIIe-
Ha. OTMEYAaI0TCs NCKPUBJICHUE TO3BOHOYHUKA BIIPABO B
HIDKHETPYIHOM ¥ MOSCHUYHOM OTJENAaX, BBIPaKCHHBIN
MOSICHUYHBIA THUIEPIOPH03, CINIAKEHHOCTh TPyIHO-
ro kugosa, acHMMETpPHUsS IIOJNIOKEeHUs Ta3a. I[limocko-
BaNbI'yCHAsT YCTaHOBKAa WM IeopMarus o0eux CTOI B
BUZE VIUIOMICHUS MPOIOIBHOTO CBOJA. Y CTaHOBICH
KIVHUYECKUI TUAarHo3 «HacleACTBEHHAas 00Jie3Hb OOMe-
Ha BelecTB. bojie3Hb HaKOIUICHUs TMKoreHa IV tuma,
MbIedHas ¢popma (KIMHUYECKH), CHHIPOM MHOTIATHH,
nepudepudeckuil TeTpanapes ¢ GOpMUPOBAHUEM KOCT-
HBIX JTehopMariuiin.

HE-TPYTHOTO U TIOSICHUYHOTO OT/EJIOB ITO3BOHOYHHKA —
0€e3 maToJornIecKnX n3MeHennii. DMI" BeIgBMIIA CHH-
JIpOM MHONaTHH Oe3 TPHU3HAKOB IEpeIHE-POTOBOTO
nmopaxeHus. llpu ynIbTPa3ByYKOBOM HCCIENOBAHUA
OpraHoOB OpIOIIHOW TOJNIOCTH OOHApyXeHa Temnaro-
MeTaJusl.

Puc. 2. IMarmenT I'.: @ — runoTpodus MbIIII KOHEYHO-
CTell M CIHUHBI, MOSCHUYHBIN JIOP03, CTIAKEHHOCTD
rpyaHoro kugo3a, MI0CKO-BaJIbTyCHBIC CTOIBI; b — HC-
KPHBJICHHE MO3BOHOYHUKA BIIPABO B HMYKHETPYTHOM H
MIOSICHUYHOM OT/IeJIaX, aCHMMETPHS TTOJIOKEHUS Ta3a

3AR/IIOMEHUE

[IpencraBneHHbIe KIMHUYECKUE CIydaw OOJE3HU
HaKOIUICHUS TiuKoreHa [V Tuna oTpaxaroT pasHooOpa-
3We KIMHWIECKUX (OpPM NAaHHOW IMATOJOTUU W JEMOH-
CTPUPYIOT CIOXHOCTh UG GEpeHITHATLHOW JIHarHO-
CTHKH TIPH TIOPa)XKEHUH CKEJICTHOW MYCKYNaTypel 0e3
TPOSIBIICHUH MTEYEHOYHOMN NMaToJI0oruu. JIOMUHUPYIOIINNA
B KJIMHUYECKON KapTUHE CUHJIPOM MUOIATUU HE UMEET
cnenupuIecKnx 0COOCHHOCTEH, MO3BOJISIONIUX OTIIH-
YUTh JaHHOE 3a00JIeBaHHE OT JIPYTHX HACJEJCTBEH-
HBIX MuoOmatuil. OTCYTCTBHE XapaKTepHOTO IJis Tep-
BUYHOTO MBIIIEYHOTO0 TOPAKEHUs MOBBIIICHUS YPOBHS
K®K B kpoBH B TeueHHe BCero mnepuoja HaOIroAeHuUs
YBEJIMYWIIO AMArHOCTHYecKoe 3HaueHue OMI' mng mo-
CTAaHOBKM TOMHUYECKOro AuarHo3a. HeoqHO3HaYHOCTH
TPAKTOBKH PE3yJIbTaTOB JaHHOI'O HMCCJIEIOBaHUS OIpe-
JeIsieT aKTyalbHOCTh AU PEepeHINATBEHON THArHOCTH-
KH MBIIICYHOW AUCTPO(UU CO CHMHAITGHON MBIIICIHON
atpoueit. CXOXecTb KIMHUYECKOW CHMOTOMATHKH
y cuOCOB, TpOrpeccHpyrolliee TeueHHe 3a00JICBaHUsA,
CUMMETPUYHOCTh U CHUCTEMHOCTbH IOPAKEHHUs MbIIEY-
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HOU TKaHW, (OPMHUPOBAHUE BTOPUYHBIX KOCTHBIX JIe-
(dopManuil MOCTYXHIH ITOBOAOM [UI TEHETHYECKOTO
MIOWCKA. YTOYHCHHE THArHO3a CTajI0 BOZMOKHBIM JIHIITH
npu npuMmeHernu JJHK-muarHocTrky 1 BEISIBICHHN MY-
taruii B reHe GBEI. Takum 00pa3oM, reHeTHYECKOe
uccliefioBanue nmpu TuddepeHIHaTLHON IHarHOCTHKE
HEpPBHO-MBIIICYHBIX O0sie3HEeH sABISETCS APPEKTUBHBIM
METOJIOM, Pe3yIBTATHl KOTOPOTO MOTYT UCIIOJIB30BATHCS
KaK HaJEXHbIH OPUCHTUDP NPHU MEIUKO-TEHETHUECKOM
KOHCYJIbTHUPOBaHUHU.
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