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IIpencrapiieHbl JaHHbIE JIUTEPATYPbI, OTPAKAIOIIME MPOSIBJIEHHS, BOIPOCHI TUATHOCTHKHA M COBPEMEHHbIE METO/IbI JICUEHHSI PeIKO-
ro (ophaHHOro) HaC/ieICTBEHHOro 3a00/ieBaHUS — 00JIe3HM HAKOILUIeHUs riiukorena, tun I, wim 0oae3nn Ilomne y nereii. /lana
Kinaccuukanus 3adosesanus. [lokazaHo, uto miaagenyeckas ¢opma sBiseTcs Hanboee TKeEO0i, 3aAKAHYUBAIOILENCS JIeTATBHO,
KaK MpaBuio, B TedeHre 1 roma xKu3Hu pedeHKa 0T CepaedHo-COCYAMCTOl MM JIETOUYHO HeaocTaTouHOCTH. [T0149epKHYTHI OCHOB-
HbI€ TPYAHOCTH NPH NPOBeAeHHH U (epeHHaTbHOr0 M MOCTAHOBKE MCTHHHOTO JMATHO32 3TOI0 TSAXKEJI0ro 3a0o.esanus. bobinoe
BHHMAaHHeE y/IeJIeH0 HOBOMY IIATOreHETHIECKOMY METO/Y Jiedenus 0oie3nn [ToMie — reHHO-MHKeHepHOMY (hepMeHTO3aMemaiomeMy
npenapary Maiio3aiim®. IIpencrasieHo cOOCTBeHHOE KIMHMYECKOE HAOMIOeHNEe pedeHKa ¢ I0HONIECKOil hopmoii 00Je3HH HAKO-
mwienns rkorena, tun I (6one3ns Iomne ¢ no3aHum aedioTom). Ocodoe BHUMAHKE Y€I€HO KIMHUYECKOH CHMIITOMATHKE 3200-
JIEBAHUS ¥ METOJIaM TMATHOCTHKH, CPped KOTOPHIX HanOoJiee 3HAYUMbI MOPGOIOrHYECKHMii AHAIM3 OMONTATA MBIIIEYHOH TKAHH Me-
TOJAMH CBETOBOW M 3JIEKTPOHHOI MUKPOCKONHHM, 3H3uMO- 1 IHK-1narnocTuka. Y npodania BbisiBJeHbI 3HAYMTEIbHbIE CKOILIEHUS
BHYTPH JIH30COMAJILHOTO [IMKOTE€HA B MbINIEYHOM OMONTATE, CHIZKEHHE AKTHBHOCTH KHCJION O-1,4-II0K031aa3bl B TUMGOIMTAX
110 4,2 umosib/Mr B yac (Hopma 13,0—53,6 umoub/Mr B yac), onucaHHas B 0ase aaHHbIX mo mytanusm HGMD muccenc Mmyranus
¢.1000 G>A p.Gly334Ser rena GAA B roMO3UrOTHOM COCTOSIHMM, YTO MOATBEPANIO IUarHo3 6oJe3nu [Tomne.

Karoueesvie crosa: demu, 6oaesnv [lomne, cumnmomamuxa, sn3umo- u JlHK-ouaenocmuka, een GAA, aewenue, npogpurakmuka.

The paper gives the data available in the literature, which reflect the manifestations, diagnosis, and current treatments of the rare
(orphan) inherited disease glycogen storage disease type II or Pomp disease in children, as well as its classification. The infant form
is shown to be most severe, resulting in death from cardiovascular or pulmonary failure generally within the first year of a child’s life.
Emphasis is laid on major difficulties in the differential and true diagnosis of this severe disease. Much attention is given to the new
pathogenetic treatment — genetically engineered enzyme replacement drug Myozyme®. The authors describe their clinical case of
a child with the juvenile form of glycogen storage disease type II (late-onset Pompe disease). Particular emphasis is laid on the clinical
symptoms of the disease and its diagnostic methods, among which the morphological analysis of a muscle biopsy specimen by light and
electron microscopies, and enzyme and DNA diagnoses are of most importance. The proband was found to have significant lysosomal
glycogen accumulation in the muscle biopsy specimen, reduced lymphocyte acid a-1,4-glucosidase activity to 4,2 nM/mg/h (normal
value, 13,0—53,6 nM/mg/h), described in the HGMD missense mutation database from 1000 G>A p.Gly334er of the GAA in ho-
mozygous state, which verified the diagnosis of Pompe disease.

Key words: children, Pompe disease, symptomatology, enzyme and DNA diagnosis, GAA gene, treatment, prevention.

peny GOJIBIION TPYIIThI HACEACTBEHHBIX JTM30COM-
HBIX OoJie3Heil HakoruieHus1 6oje3Hb [lomrme (6o-

HbIM UcxolaM (MJaaeHuyeckas dhopma) WU UHBATUAU-
3alMU OOJIbHBIX, CYLIECTBEHHO CHUWXAIOIIEH KayecTBO

JIe3Hb HAaKOIUIeHUs rikoreHa, Tun I1) 3anumaeT ocodoe
MECTO. DTa TspKeJast TTaTOJIOTHsI UMEET TTPOTPeNeHTHOE
TeYeHMe, KaK MPaBUIIO, TIPUBOJISAIICEe K PAHHUM JICTAb-
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Cemsurura A.H. u coasm. Bose3nb HakorieHus rkoreHa, T 11 (Gonesus [Momme) y neteit

[Towmrte, 110 IMEHM KOTOPOTO TIATOJIOTHS U ITOTyYnIa Ha-
3BaHUE. TpamWIIMOHHO BBIACISIOT TPU (GOPMBI OOJIE3HU
[MoMrre — miameH4ecKyro, wim 6o1e3Hb [Tomrme ¢ paH-
HUM J1e0I0TOM, IOHOIIECKYIO U B3POCYI0, OOBIYHO O0b-
eHseMble B ofHY hopmy — 60s1e3Hb [Tomme ¢ mo3aHuM
nebroroM. M3 mepeurciaeHHBIX TpeX hopM Hanbosee 3710-
KauyeCTBCHHO SIBIISIETCST MJTaleHIeCKast, TeOr0TUPYIOIIast
B TIEPBBIC MECSIIBI XM3HU peOeHKa M XapaKTepu3yrolia-
siCsl OBICTPOITPOTPECCUPYIOIIMM TEYCHUEM U JICTATbHBIM
HICXOIIOM OT Pa3BUTHS CEPIACUYHO-JIETOTHOM HEeI0CTaTod-
HOCTH WY MHGMEKIINI TBIXaTeIbHBIX IMyTel, KaK MpaBU-
JI0, Ha TIEPBOM TOMY KU3HMU.

FOBeHUTBbHBIN, WY «MBIIIEYHBIH» BapUaHT OTJIMYA-
10T Oosiee Mo3aHssT MaHubecTauusi 00yJe3HU (IETCKUii
WJTU FOHOIIIECKMIA BO3PACT), OTHOCUTEILHO MSITKOE Teue-
HHME W NIPEUMYIIECTBEHHOE MOpaXXeHWEe CKEJCTHOU My-
ckynatypsl. 1s1 B3pociioit (popMbl 3a00JIeBAaHUST TUITUY-
HBI TOo31Hee pa3BuTue cumnTomatuku (B 20—50 jerT),
MEIJICHHO TIPOTpecCUpyIomiasi MpoKCUMallbHasi MHOIIa-
THS W HaJTUYWE CHUMIITOMOB IBIXaTeJIbHOW HEMOCTaTOd-
HOCTH TIpW OTCYTCTBMM KapawoMeraanu. OmHako 00JIb-
ITWHCTBO MCCIIEA0BATENIeH CYNTATOT, 9TO 60s1e3Hb [Tomrie
MpaBWIbHEE TIPEICTABIISATh HE KaK TPU pasHble (hOPMHEI,
a Kak OmHO 3a00JIeBaHME CO MHOXKECTBOM BapHaHTOB,
Pa3TMYAIONIUXCST TI0 CKOPOCTU TEYCHUST U IPOIOJIKM-
TEJIBHOCTH KU3HM.

Bonesnp [Tomme HaciemyeTcsl 11O ayTOCOMHO-pelIec-
cuBHOMY THTYy. [lo MaHHBIM WCCiIemOBaTeNei, ¢ yIeTOM
Bcex (hopMm 3abojieBaHUSI, HE3aBUCUMO OT ITojila, STHU-
YeCKON TPUHAIUIEXKHOCTH OOJBHOTO W reorpaduul, ero
yacrota koseosaercst ot 1:14 000 mo 1:300 000 [1]. Mna-
NeHJYecKass W IOBEHWIbHAsT (OPMBI JTOBOJBHO YacTo
BCTpeYaroTCs cpenn adpoaMeprKaHIICB, a TAKXKE B IOXK-
HoM Kurae u Ha TaiiBaHe, B TO BpeMsT KaK B3pOCIIbIi Ba-
puant — B loyutannuu. B Poccuu yactora BcTpeyaeMo-
ctu 6osne3uu [Tomre HenM3BeCTHA.

3abosieBaHUEe OOYCJIOBJIEHO MyTalusMu TeHa GAA,
KOTOPBII KOAMPYET TU30COMATBHBIN (hepMEHT — KHUCITYIO
0-1,4-roKo3unasy, Wiv KUCaylo Majibrasy, OTBETCTBEH-
HyIO0 3a paciieruieHue mimkoreHa. [eH GAA Obul OTKPHIT
B 1989 . OH N0Ka/IM30BaH Ha JJIMHHOM TUIEUe XPOMOCO-
Mbl 17, BJokyce q25.2—q25.3, coctout u3 20 3K30HOB,
KOIMPYIOIIUX TOCJIEA0BATEbHOCTh U3 952 aMMHOKUC-
J1oT; uMmeeT pazmep 20 koanT [2].

B nacrosiniee Bpemsi BreHe GAA onucaHo 0Oosee
360 mMaTOreHHBIX MYTallMii, a TAKXKe OOJIBIIIOe YUCIIO TI0-
JIMMOPGHBIX BAPUAHTOB. BHYTPU OMHOM CEMbM C OMHA-
KOBBIMU ITATOTCHHBIMYU MYTALIMSIMU HaOJIIOIATUChH OOJTb-
HbIE KakK C MJIaICHYECKOI, TaK M CO B3pociioil ¢opMmoii
3a00JIeBaHMUSI.

depMeHT Kucaas 0-1,4-rIoKo3umasa CUHTE3UPYeT-
Cs B OHAOIIA3MaTHUECKOM PETUKYJIYME, ero KOHEUHast
cObopka 3aBepIaeTcsl B ammapaTe [OJbIKW; 3aTeM ITy-
TeM BHYTPUKJIETOYHOTO TPAHCIIOPTA ITOCPEICTBOM Ka-
THUOHHE3aBUCUMBIX PELENTOPOB MaHHO30-6-(ochaTa
dbepMeHT mepeHocHUTCsT B M3ocoMmy. DYHKIUS KUCITON

0-1,4-r1I0K03M1a3bl COCTOUT B PACIICIJICHUU B KHUCJIOMN
cpele TIIMKO3UIHBIX cBs3eil a-1,4- ua-1,6-rmMKoreHa
c oO0pa3oBaHUEM TJIIOKO3bl, KOTOpasi 3aTeM aKTUBHO
TPAHCIIOPTUPYETCSl Uepe3 MeMOpaHy JIM30COMbI MOCPEI-
CTBOM crneluduueckoro rmnepeHocuuka. JduchyHkius
KUCIO# 0-1,4-T110K03MAa3bl BCJIECACTBUE MYyTAllMW TeHa
GAA NpUBOIUT K HAKOIUIEHUIO TIMKOTE€Ha B JIM30COME,
MOSIBIEHUIO ayTodarocoM, aajee K HapylIeHUI0 COKpa-
TUTEJbHON CIIOCOOHOCTU MBIILIEYHOTO BOJOKHA U B, KO-
HEYHOM HuTOre, K rudenu kietku. CumrroMarnka 3abo-
JIeBaHUsI B OCHOBHOM OIpelessieTcsl MaTOJOTMYecKUM
HaKOIJIEHUEM TJIMKOTeHa, TaHHOMY Tpolieccy Haubosee
MOJBEPKEHBI CeplIeYHbIC, CKEJIETHBIC MBIIILBI U IJIagKast
MyCKyJaTypa, OJHaKO MaToreHe3 0OJE3HU ITUM He UC-
yepnbiBaetcsl [3]. Hampumep, M3BECTHO, UYTO reHETH-
YeCKUN MNOoJMMOPOU3M aHTMOTEH3UHITPEBPAILIAIOIIETO
depmenTa (ATTID) BausieT Ha CBOMCTBA MBILIEYHOMN TKa-
Hu. [TokazaHno, uro DD-renotun AII® accoumupyercs
C paHHUM HayajioMm 6osie3Hu [lomre, BoicokuMuU Lubpa-
MM KpeaTUH(MOCGHOKNHA3HI, HATUIMEM MBIIIEYHbBIX 00-
Jieit, 6oJiee TSKebIM U ObICTPONPOrPECCUPYIOLIUM Teue-
HueM 3aboJieBaHus [4].

Knunuueckas cumnromaTtuka 6ose3nu [lomre ¢ paH-
HUM M MO3IHUM Je0I0TOM CyMMHUpOBaHa B TabJuLIE.
Kaxk BunHO 13 Tabiuiibl, rpu o6enx ¢opmMax B IaToI0-
TMYECKU MPOLECC BOBJIEKAIOTCSI OMOPHO-BUTATEIbHbII
arrapar, opraHbl JIbIXaHUSI W MUILEBaApUTE/IbHAsI CUCTE-
Ma, B TO BpeMsl KaK MOpaxXeHUe Cep/ilia U COCYI0B XapakK-
TEPHO TOJIbKO 151 6oJie3HU [ToMre ¢ paHHUM 1€0I0TOM.

Crenyer 3aMeTUTh, YTO Npu 60s1e3uu [lomne ¢ nosna-
HUM Ae0I0TOM MOTYT BCTpeYaTbCsl TaKue COIMYTCTBY-
I01lIMe TPOSIBJICHUS, KOTOPbIE TPYIHO AacCcOLMMPOBATh
C IJaHHbIM 3a00JIeBaHUEM, OCOOEHHO €CJIU CUMIITOMBI
OCTAlOTCSl U30JIUPOBaHHbIMU. Cpei TaKUX CUMIITOMOB
cienyeT Ha3BaTb OMHOCTOPOHHUIA MTO3, CHUXEHUE CITy-
Xa, clydyailHO oOHapy>XE€HHOE IMOBbILIEHUE aKTUBHOCTU
KkpeatruHdocdokuHasbl. Yacto HaOIOOAIOTCS 3KTa3UsI
1iepedpaibHbIX apTepuii, liepedpaibHas aHeBpU3Ma, Ma-
Kporyoccus [5, 6]. OnrcaHbl TaKKe KeJTyTI0YHO-KHIIIeY-
Hble PACCTPOMCTBA B BUJIE XPOHUYECKOI JAMapeu, PBOTHI
1 abIOMUHATbHBIX OOJICHA.

HeobGxonumo o0patuTh BHUMaHWE, 4TO IPU JAUar-
HocTuke Oose3nu [loMre HM OAHO U3 CTAHIAPTHBIX
KJIMHUKO-OMOXUMUYECKUX W MHCTPYMEHTAJIbHBIX WC-
cJieI0OBaHUI, UCTIOJb3YeMbIX [T MAEHTU(MUKALIMY HEPB-
HO-MBIIIEYHbIX 3200JIEBaHUIA, HE SIBJISIETCS A0COIIOTHBIM.
Tak, anekTpoMuorpadusi UroJbyaTbIMU dJIEKTPOIAMU
BJIy4IIEeM CJIydae BbISIBJISICT NMPU3HAKW TEPBUYHO-MbI-
LIEYHOTO TMOpaXeHUs; YPOBeHb KpeaTMH(OCchHOKMHA3bI
OOBIYHO TTOBBIIIAETCS B 2—35 pa3, HO MOXET ObITh U HOP-
MajibHbIM. OOHapyxeHue Ha DKI yBennyeHus: amMIuiu-
Tyabl QRS, ykopouyeHue uHTepBajia P—(Q 3acTaBisieT
MPEANOJOXUTh HAIMUUE KapAMOMMOMNATUU. DXOKapAu-
orpadusi BbISIBJIIET pACIIUPEHUE JIEBOTO KeJyJouKa.
Kak v mpu Bcex Apyrux MUOMATHUSIX, CHIKeHHe dop-
CHpOBaHHOU XM3HeHHON emKocTh Jerkux (DXKEJ)
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OPUINHAJIbHbBIE CTATbU

TBEHHBbIE BOJIE3HU

Tabauya. Knammgeckas cuMIToMaTHKa 00/1e3au IloMne ¢ paHHIM H NO3THUM 1e0I0TOM

Bbonesns [Tommne ¢ paHHUM 1€010TOM

Bonesns [Tomrie ¢ mo3gHUM ne610TOM

OHOpHO—I[BMFaTCJ'[bHaH CHUCTEMA

Tsxenasi, ObICTpOHApACTAIOIAS MBIIIEYHAS CIab0CTh
TenepannzoBaHHasE MBIIIIETHAST TUTIOTOHUS (CUHIPOM «BSI-
JIOro pe0eHKa»)

3anepxKKa IBUraTeIbHOTO Pa3BUTHS

JlpIxaTesibHasl cucTeMa

YacTtble THOEKITUU AbIXaTeIbHBIX CUCTEM
JlprxaTesIbHast HeIOCTATOYHOCTh

Hapymenust qpIxaHust BO CHe

CMepTh OT CepAeYHO-JIerOYHOM HeI0CTATOUHOCTHI

CepeuHO-COCYINCTas CUCTEMA

Tsoxenast KapayuoMerajivsa U KapauoMuornaTus
Cepz[e!n-laﬂ HEAO0CTAaTOYHOCTb

HI/IH.ICBapI/ITe.HLHaH cucremMa

TTpoGyieMbl py KOPMIIEHUMN
Tenmaromeranus
CriieHoMeranust
Makpornoccust

HapacTarommast crabocTh MBIIIII TYJIOBUIIA K HOT
Hapyienue nmoxoaku
3aTpyaHEeHUSI IIPY ITOIbEME I10 JIECTHHULIE
[ManeHus n3-3a Mpob6JIeM ¢ KOOpAMHAIUEH
«KpbLUTOBUIHBIE» TOMATKA
Boab B MbIILIAX

JIpIxaTeIbHast HEIOCTATOUHOCTh
OpTOITHO?

OppITiKa IpK JIETKOH (hM3MYECKO HAarpy3Ke
MHbekym apIxaTeabHbIX MyTeit
JIHEeBHas1 COHJIMBOCTb
YTpeHHsis ros0BHas 00J1b
Hounast runoBeHTHIISIAS

CUMITOMBI BCTPEYAIOTCS PEIKO

3aTpyIHEeHUE MIPU KeBaHUU, OBICTPAsT YTOMIISIEMOCTD JKeBa-
TEJTbHBIX MBIIIIL]
3aTpyaHEHUS TJIOTAHUS
TInoxast mpubGaBKa B Macce/moTepsi MacChl

MPpY CIUPOMETPUM  YKA3bIBAET Ha PECTPUKTUBHYIO JIbl-
XaTeJbHYI0 HEIOCTATOYHOCTh; IPU 3TOM IOKa3aTeaun
®XKEJI B moyioxXeHMM TTallMeHTa JiexKa XyKe, YeM B TT0JIO-
SKEHUU CUIIS.

HocTtatrouHo WHGOPMATUBHBIM METOAOM HCCIIEI0-
BaHus1 npu 6ose3Hu [lomme siBisieTcsl MarHUTHO-PE30-
HaHcHas Tomorpacdust (MPT) mbii. MPT B pexxume T1
ITO3BOJISICT OLIEHUTh TPOMUKY MBIIII] U BISIBUTh CITCIIH-
(rueckue obacTu, rae MblLa MoABEeprHyTa (puOpo3HO-
>KUPOBOM JlereHepaliu, YTO XapaKTePHO JUISI MbILIEUHbIX
nuctpoduii [7].

HccnenoBanue MblllleyHOro 6MoNTara 10Jroe Bpemsi
CUMTAJIOCh OCHOBHBIM METOIOM JAUArHOCTUKU OO0JIe3HU
ITomne. Buoricusi oGHapykuBaeT BaKyoJIbHYI0 MMOMa-
TUIO JIM30COMAJIbHON TPUPOIbI, a TakXKe HaKOIUIEHUE
[JIMKOTEHa, MoaTBepxkaaemoe TmojoxutenbHon LIMK-
peakuueit. OqHAKO JOCTaTOYHO YacTble Cilydyau JOXKHO-
OTpULIATEJIbHBIX PE3YJIBTATOB, 10 MHEHUIO Psijia aBTOPOB,
MOHU3WIN TUATHOCTUYECKUI PEUTUHT TMCTOJIOTMYECKO-
ro MCCJIe[IOBaHUSI, HO MIPU 9TOM OHO COXPAHSIET CBOIO
aKTyaJIbHOCTb B paMkax IuddepeHInaibHOro 1uarHosa.

B ocHoBe OMOXMMMYECKOW IHUAarHOCTUKM 00Jse3-
uu [lomne Jexur onpeneseHue AaKTUBHOCTU KUC-
ot a-1,4-TII0KO3MIa3bl  C IOMOIIBIO  €CTeCTBEHHBIX
WM CUHTETUYECKUX cyOcTpaToB B Kucioil cpeae. Cuu-
TalT, YTO aKTUBHOCTb KUCJIOH a-1,4-T1I0KO31Aa3kl y pe-
6eHKa c 6onesHbplo [Tomme Hke 1%. OmHAaKO yCTaHOB-
JIEHO, 4YTO CTE€MEeHb CHUXEHUS aKTUBHOCTU hepMeHTa
MEeHee BbIpakeHa Y MOJPOCTKOB U B3pOCbIx ull. Criemny-

€T OTMETHUTH, YTO KOPPEISIIIMU MEXIy (hepMEHTaTUBHOMN
AKTMBHOCTBIO U TSDKECTBIO KIIMHWUYECKOW CHMITTOMATH-
KU, TI0 JaHHBIM UccliefoBaTeseit, He ooHapyxkeHo [1].

B mociienHee BpeMsl TIPEMMYIIECTBO OTmaeTcst iry-
OpPOMETPUYECKOMY  METONY  OIpeNesieHUs  KHUCIOM
a-1,4-TrroK031a3bl, KOTOPBI OTJIMYAOT BBICOKAS TO-
CTOBEPHOCTh W HEMHBAa3WBHOCTb. AHAIU3y TOMICKUT
mpoba KpoBM, HAHECEHHAs] Ha IIPOMOKATETbHYIO Oymary
B BUJIE KaIUITM JUAMETPOM 3MM (TaK Ha3bIBaeMbIil Me-
TOIl CyXOTO KPOBSTHOTO IISITHA, OT aHIJIMUCKUX CJIOB «dot
blood sample», DBS), ¢ nocaenytomum dyopomerpuye-
CKMM aHau30oM [8, 9].

Jlo HenaBHero BpeMeHu Tepanusi OosiesHu [lomrme
OTPaHNYMBAJIACH TOJIBKO CHMIITOMATHYCCKUM JICUCHU-
eM W MPOMWIAKTUKON OCToXHeHUU. Tak, Ui mpeno-
TBpAIllCHUS] eMUHEPATU3allMi KOCTEW, XapaKTepHOU
1151 6osie3Hu [loMne, mauveHTaM Ha3HAYaJIMCh Mperapa-
ThI KaJIbLIMS U UeTa, oboraleHHas KajbliieMm u ¢hocho-
pom [10].

B Hacrosiiiiee BpeMsi OCHOBHOW  yIlOp  JieaeTrcs
Ha BO3MOXHOCTH  TIaTOT€HETHMYECKOW  (hapMakoTepa-
. Ha ceromHsAmHuii 1eHb 3aMecTUTebHAsT SH3UMO-
Tepanusi PeKOMOMHAHTHBIM epMeHTOM Maiiozaiim®
(anrmioko3unasza anbda) sBAsIeTCSl €AMHCTBEHHBIM J0-
CTYIHBIM CIOCOOOM JieueHUs 00yie3HU, OJ0OPEHHBIM
MEXIYHAPOIHBIMA ~ MEOUIIMHCKUMM  COOOIIECTBAMU
CIIA u Espomsl B 2006 . B Poccun mperapaT 6bLT 3ape-
ructpupoBaH 31.10. 2013 r (perucTpallMOHHbIN HOMED:
JIT1-002290). MexnyHapoaHOe HernaTeHTOBAaHHOE Hau-
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MEHOBaHUE JIEKAPCTBEHHOTO MpernapaTta — AJINIIOKO3U-
nasza anbda. [IpuHIUIT 3aMeCTUTENIbHOI 3H3UMOTEpaNTuu
COCTOUT B 3aMEILEHUU in situ HegocTalolero GepMeHTa
KUCIOM a-1,4-T110K0311a3bl TIMKOTIPOTEMHOM, CO3[aH-
HBIM TIpY TIOMOIIN TE€HHOW WHXeHepuu. BBeaeHHBIN
BHYTPUBCHHO 3aMCCTUTCIBHBIA TJIMKOMPOTEUH COEIU-
HSIETCS ¢ KATMOHHE3aBUCHMBIMU PEIeTITOpaMU MaHHO-
30-6-bocaTa, KOTOPHI 0OeCIeYnBaeT ero BHeIApPEHUE
B JIM30COMY.

Bosee apdbexTuBHBIM 1151 YesioBeka okaszaics dep-
MEHT, TIOJTyIeHHBII TIPU CUHTE3€ TMYHUKAMU KUTAalCKUX
XOMSIUKOB, U UMEHHO OH OblJ1 PEeKOMEHAOBAH JUIs KJIU-
HUYECKOIo UCMOJb30BaHus. Pe3ynbraThl McciieioBaHuU
Ha XXMBOTHBIX TTO3BOJIWIIA OTPEICIUTh ONTHMATBHYIO
IIJIs 9eJioBeKa o3y mperapata — 20Mr Ha 1 Kr macchl
Tesa, BBOAMMYIO BHYTpUBEHHO | pa3 B 2 Hejl.

OCHOBHOI1 3a/1aueii 3aMeCTUTENbHON H3UMOTepanuu
SIBJIIETCSl coXpaHeHUe (YHKIIMOHATbHBIX BO3MOXKHOCTEM
TaleHTa 1 MPoMUIaKTIKA TTOBPEKICHN OCHOBHBIX Me-
XaHU3MOB MeTabosu3Ma KiaeTku. JanHbie 00 addekTus-
HOCTH 3TOTO BUJIA JICUEHUSI U3BECTHBI YK€ HECKOJIBKO JIET,
HaumHas ¢ 2010 . BbpkrMBaeMocTb — TJIaBHBIN TTOKA3aTeNb
a¢dekTMBHOCTU JieyeHUsI TauueHToB. [lpu ecrecTBeH-
HOM TeueHuU 0osie3Hu [Tomrie ¢ paHHUM 1€0I0TOM CMEPTh
0OBIYHO HACTYTIAET, KaK y>K€ OTMEUaIoCh, B TEUEHUE Mep-
BOTrO rofa »XW3HW peOeHKa, BTO BPeMs Kak MpU Ha3Ha-
YEHWU 3aMECTUTEJbHOI 2H3UMOTEepanuu Bce OOJIbHbIE
32 TOT € CPOK OCTIUCH XUBbI [11]. ¥ GosbiiMHCTBA Na-
LIMEHTOB B PE3YJIbTATe JIEYEHUSI OTMEUEHO YIy4llIeHUEe MO-
TOPHBIX (DYHKIINIA, OTCYTCTBHE HEOOXOMUMOCTH BEHTUIISI-
LIMOHHOM MTOIIEPKKH; OOJTBHBIC CMOTJI OCBOMTH HABBIKI
CUIIEHMSI, CTOSTHUSI, a Takke XonbObl. Bee uccnenosarenu
SMMHOMYIITHBI B TOM, YTO YeM paHbIle HAvyaTo JIeYeHUE,
TeM Bblle ero 3 dekTuBHOCTD [12, 13].

OCHOBHBIMM MapameTpaMu olleHKU 3(hEeKTUBHOCTU
3aMECTUTEbHOW H3UMOTEPAINIUU Y MalMEHTOB C MO3/-
HUM HayaJioM OOJIe3HW OBLTM 6-MWHYTHBIN TECT XOJIb-
661 1 ®XKEJI B mosoxkeHWH TauyreHTa cuasd. JomoHu-
TEJIbHBIE KPUTEPUU BKITFOUAIHM OIICHKY CWJIBI CKEJICTHBIX
MBI, TBUTATEIEHBIX (DYHKIIUI TIPU XOIb0E 10 JIeCTHU-
11e YoaToHa; ucciieoBaHue OMOXMMUYECKUX ITapaMeTpOB
(ypoBeHb KpeaTUH(MOCHOKMHA3BI U aHTUTEN K pEeKOMOM -
HaHTHOMY (bEPMEHTY), OLIEHKY KauecTBa XXU3HU. Pe3yib-
TaThl MOKA3aJIM CTATUCTUYECKHU JOCTOBEPHOE YIyUullleHUE
OCHOBHBIX NapameTpos [ 14].

Bo3MoXHBI TTOOOYHBIE peakilMM Ha BBeJAeHUE dep-
MeHTO3aMellalolero mnpenapara Maio3zaiiM®.  Bosib-
IIMHCTBO MOOOYHBIX PeaKIMii HOCWUJIO JIETKWIA Xapak-
Tep — roJjioBHas 00Jib, MECTHbIE KaTapajbHbIe SIBJCHUS
CO CTOPOHBI HOCOBO#l MOJIOCTU U IJIOTKU, MOKPACHEHUE
JIUIA, KpanuBHULA, TUIEPIUAPO3, OIIYIIEHUE «CTec-
HEHMS B TPyIW», TOBBIIICHUE WJIM CHIDKCHUE apTepH-
aJbHOIO JIaBJieHUs, pBoTa. TsKesble peakuuu — aHa-
wrakcuss — OBUIM 3aperMCTPUPOBAHBI B CIMHUYHBIX
ciaydasix. OouH ciyyail JieTaJbHOro Kcxoja OT Hapylle-
HUsI MO3rOBOr0 KpoBOOOpallleH!sI ObUT 00YCJIOBJIEH ap-

TepUOOa3UIIPHON aHEBPU3MOM, IMArHOCTUPOBAHHOM
ele TpY KU3HM TalleHTa.

o ieyeHust HA Y OTHOTO OOJILHOTO He ObLIO BhISIBJIC-
Ho cneundudeckux IgG anturen k ¢pepmenty. OaHako
Ha (hoHe Tepany OHU OBITH 3apeTUCTPUPOBAHBI BO BCEX
0e3 UCKITIOUCHUST CITyJasiX CO CPeOTHUM YPOBHEM TH-
Tpa antuten 1:6400 u pazbpocoM mokasateneit ot 1:200
o 1:819 200. He ynanoch BBISIBUTH CBSI3U MEXKIY TH-
TPOM aHTHUTEJ W JIBUTATEIBHON CITOCOOHOCTHIO TAllMeH-
Ta, OTPEAEISIEMOI IO TIOKa3aTeIsIM TecTa 6-MUHYTHOM
Xonb0ObI 1 pe3ynbratoM uccienoBanust G2KEJT [15].

JLJIst CBOEBPEMEHHOTO TIPENOTBPAIICHUST BO3MOKHOM
aHaWIAKTMUECKON PeakIIMy 3aMECTUTEITHHYIO SH3UMO-
Teparnuio PeKOMEHIOBAHO MPOBOAUTL C COOJIIOJEHUEM
MaKCUMaJIBHBIX Mep TIPeIOCTOPOXHOCTH. HauanrbHast
CKOpOCTh BBEICHMS TIperapaTa He IOJIKHa TPEBHIIIATh
1 Mr/Kr B yac, ¢ MocjaeayomumM yBeJuyeHueM Ha 2 MI/Kr
BYac Kaxnple 30 MWH, O MAaKCUMaJIBHO IOIYCTUMOM
CKOPOCTH BBECHUS 7 MI'/KT B yac.

Bo ®paHimum niepen JedeHUEM 00s13aTeIbHBIM CUNTa-
eTCsI BHECCHME TTallMEeHTa B PETUCTP C MTOCTICAYIONINM ITpe-
JOCTaBJICHUEM KaXXIble 6 MeC CBEICHUI O €TO COCTOSTHUM.
ITo nanubsIM MexxayHapoaHoro peructpa 6osie3nu [Momre,
B niepuo ¢ 2004—2009 rr. B peructp ObLIM BHECEHBI CBe-
neHus o 742 mammenTax, pudeM 520 (70%) U3 HUX UMenn
6osie3Hb [lomne ¢ mo3mHuM Ae00TOM; 3aMeCTUTEJIbHAs
SH3UMOTepanusl OblTa HazHauyeHa 548 (78%) OONMBHBIX.
K coxanenuto, BmpeAcTaBieHHON 0a3e AaHHBIX OTCYT-
CTBYIOT CBefieHUsT 00 3(P(hEKTUBHOCTH W TIEPEHOCUMOCTH
JICYCHUS, a TAKKe TeUeHnn 00Jie3Hu [16].

B cBsI3M C peaKOCTbIO TTATOJIOTHH, TUIOXWM 3HAHU-
€M 3TOro 3a00JIeBaHUST BpayaMu, ero (heHOTHITUICCKIM
CXOIICTBOM C HEPBHO-MBIIIICYHBIMUA OOJIE3HSIMUA, UCKITIO-
YUTETHHOW Ba’KHOCTHIO CBOCBPEMEHHOW ITMAarHOCTUKHU
U KpaitHelh HeoOX0AMMOCTbIO HarboJiee paHHEro Havaia
MMaTOTCHETUICCKON Tepanuyi TPUBOANM KIMHUYECKOE
HaOJIfOJICHUE C OIMMCAHNEM TaKTUKU JWMArHOCTUKU U Jie-
YyeHus1 00JIe3HU HaKOIIeHUs rimkoreHa, Tui Il (6osiezHu
ITomne) y neBouku 10 jieT.

IMpoGana K. 10 et moctynuia B KJIMHUKY BIEPBbIE
¢ XajjobaMM MaTepu Ha IeWITUT MacChl Tejia, Hapyle-
HHE ITOXOIKM, OOJIM B HOTaX, HEBO3MOXKHOCTb CaMOCTO-
SITETBHO CECTh M3 MOJOXKEHUS JieXa Ha cITiHe. BriepBbie
HapyIlleHNe TTOXOIKM OBLJIO 3aMEYeHO B Bo3pacTte 9 Jier,
MOCJIe NMEPEHECEHHON OCTPOM peCITUPATOPHOI BUPYCHOM
nHbekmu. 1o 3Toro BpeMeHH JIeBOYKa YCIIEIITHO 3aHU-
Majach TaHIIaMd. HeomHoKpaTHBIC 0oOpalieHusT MaTepu
pebeHKa K BpauyaMm TI0 MECTY KMUTEJbCTBA ObUIM Oe3pe-
3yJITaTHBIMK. [lemuaTpbl 1 HEBPOITATOJIOTH CUUTAIIN Pe-
OCHKa 37I0POBBIM, M BCE KaJIOOBI MaTepy OTHOCWIIN K €€
danTazun. OTCyTCTBUE METUIIMHCKOMN ITOMOIIIN TI0 MECTY
JKUTEJIbCTBA 00YCIIOBUIIO HEOOXOIMMOCTb MIPUE3ia CEMbU
B MockBy u obpatienuss B MHU U neauatpum u nerckoi
XUPYPTHH.

Ilpu aHanmu3e pomocioBHON ycTaHOBIeHO (puc. 1),
YTO IEBOYKA OT MOJIOIBIX U 3IOPOBBIX POJIUTENICH, JIAKIICB
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Puc. 1. ®parment ponociosHoii pedenka K. ¢ 601e31b10 HakoIe-
HusA ukorena, Tun I1 (6oae3us [Tomne).

I, 2 — onkonornueckoe 3aboneBanue; I, 4 — TyGepKyes jer-
kux; 11, 4 — 6ponxuanbsHast actMma; 111, 3 — mpobaH ¢ 601e3HbIO
[Momme; 111, 4 — 6one3nn [Momme; 111, 5 — 6poHxuanbHas acTMa.

10 HAIMOHAJIBHOCTU, YPOXKEHIIEB OJHOTO Ceja; OJHAKO
KPOBHOE POJICTBO YCTAHOBUTD HE yaaock. CTajlo U3BECT-
HO, YTO JIBOIOPOJIHAS cecTpa MpobaHaa uMesa Mpru3Haku
Mporpeccupylonieit MblllIeYHO! cJ1aboCTH, NepecTaa ca-
MOCTOSITEJIbHO XOJUTh U yMepJia CKOPOMOCTUKHO B BO3-
pacre 25 JierT.

PeGeHOK OT TpeTheil OaronpusiTHO MpoTeKaBIIeH
0epeMeHHOCTH, BTOPBIX (pusnonsornyeckux ponos. Ilep-
Basi 0EPEMEHHOCTh Y XEHIIMHbI 3aKOHUYMJIACh POXKIEHU-
€M 3I0pOBOTO MajbuMKa, KOTOPOMY B HACTOsIIIIEE BpeMsi
16 neT; BTOpas — MEIULIMHCKUM abopTOM. Y JeBOYKHU
Mpy poxkaeHnn Macca tea 3260 1, ummHa 51 cM. Panaui
HEOHAaTaJbHBII MepUoa MpoTeKal 6€3 OCTOXKHEHUIA.

ITpu noctynieHun B KJIMHUKY oOpallaim Ha cedst
BHUMaHue clieayonie GeHOTUIMYeCKre 0COOEHHOCTU
npobaHna: oueHb HU3Kask (HUXKe 3-TO MEepUeHTWIsI) Mac-
ca Tena (29Kr), acCTeHUYECKOE TEJOCIOXEHUE, CKOJIMO03
IPYIOMNOSICHUYHOTO OT/Ie/1a MO3BOHOUYHUKA |- cTeneHu,
MPOMIOJIbHO-TIONEPEYHOE TUIOCKOCTOIKE, TUMEPTPUXO3
Ha KOXe B 00JIaCTW CIUHBI, TUTIEPMOOWIBHOCTh KPYII-
HBIX ¥ MEJIKMX CYCTaBOB, HE3HAYNTEIbHAS TUTTEPTPODUST
MBIIILIL TOJIeHeH (puc. 2).

IMcuxuyeckoe pa3BUTHE [E€BOYKU COOTBETCTBOBAJIO
Bo3pacty. OCMOTp HeBpOMarojora KOHCTaTUPOBAJI yMe-
PEHHOE CHWXEHHME MBIIICYHOTO TOHYCa B KOHEUHOCTSIX,
OTpaHWYCHUE TBHUIBHOTO CTUOAHUSI B IIPABOM TOJCHO-
CTOITHOM CYCTaBe TIPY OTCYTCTBMY OTPAHUYCHUS ITACCUB-
HBIX IBVXKEHUI B pyKaxX M JeBON HUXKHEW KOHEUYHOCTH;
HEBBICOKME CYXOXWJIbHbIE pedieKChl Ha 00euX pykKax,
TOPIUAHBIE KOJIEHHBbIE pethIeKChl TIPU CHUKEHUM aXWJI-
JIOBBIX U nofoiBeHHbIX, D=S. [1pu BcTaBaHUU 13 110JI0-
JKEHMSI JIeXa MCMOJb30Bajla OTAe/bHbIE BCIIOMOTaTe/b-
Hble TipueMbl. CHJjla MBIIIIL B KOHEYHOCTSIX JOCTATOYHAS,
HO MMeJiach C1adoCTh B aKCUAJIbHOI MycKyJaType (MbIII-
1ax mweu u tyjgosua). [1pu xoapbe orMevasics: Herpyoo
BbIDAXXEHHBIN cTenmnax, Obula HEBO3MOXHOU Xoan0a
Ha nigTKax. B moze PomOGepra ycroiiumBa; majableHOCO-
BYIO ITPOOY BHITIONIHSIA YeTKO. HapylieHrit 4yBCTBUTE b~
HOCTM He 3apeructpupoBaHo. OTKJIOHEHUI B (YHKIIUU
Ta30BbIX OPraHOB He OTMeueHO. OKYJUCT MNaTOJOTUM
HE BBISIBUIL.

HACJIE4ACTBEHHbIE BOJIE3SHU

Ha snextposHueda-
JIOTpaMMe  STUIIPU3HAKOB
1 0YarOBBIX HapyIIeHW
OMOBJIEKTPUIECKOI aK-
TUBHOCTU TOJIOBHOTO MO3-
ra  He 3aperucTpupoBaHoO.
[Ipu 3nekTpoHEHPOMUO-
rpacduu BHISIBJICHO ITOpake-
HHME Ha IIePBUYHO-MBIIIeY-
HOM YpOBHE.

MPT TMOSICHUYHO-
KPECTLIOBOTO OT/ieJ1a O3B0~
HOYHUKA TIaTOJIOTUIECKUX
U3MEHEHUI1I  He roxasaja.
ITpu MPT rosoBHOro mo3sra
KOHCTaTUPOBAaHO yMEPEH-
HOE paclIMpeHue OGOKOBBIX
JKEJTYTOUKOB.

OOcnenoBaHMe cepiala
C TIOMOIIIbIO (PYHKIIMOHAJb-
HbIX METOJIOB (2JEKTPOKAP-
nuorpadusi) BbISIBUIO He-
3HAYUTEIBHYIO CHHYCOBYIO
TaXUAPUTMHUIO  C YACTOTOMU
CEpIEYHBbIX  COKpAIlleHUI
80—97 B MMHYTY; OTKJO-
HEHME BJIEKTPUUYECKON OCcU
BJICBO; 3aMeIJICHUE BHYTPH-
JKEJYIOUKOBOTO  MpOBesie-
HWSI; CUHIPOM paHHEW pe-
TTOJISIPU3AIUY KETyTO0IKOB.
[To maHHBIM 3XOKapauorpa-
¢uu ycraHoBieHa HEOOJIb-
1ast JujaTarnust JeBoro xemxyaouka (40,6 MM, TIpu HOpMe
39 MM), MpoJiaric MUTPAJILHOTO KJlamnaHa.

VapTpa3ByKoBOe CKaHWPOBAaHME OPTAaHOB OPIOITHOM
ITOJIOCTH U TIOYEK OOHAPYXKIIIO aHOMAJTNIO (POPMBI U YBE-
JIMYCHUE KETYHOTO ITy3BIPS; PEaKTUBHBIC W3MCHCHUS
TTOITKETYTOYHOM KeJIe3bl; TPaBOCTOPOHHUI HEDPOIITO3.
PeHTreHonornyeckoe wucciaenoBaHue KOHCTaTUPOBAJIO
HE3HAYMTENIbHBII OCTEONOpPO3, YMEPEHHYIO OCEBYIO Jie-
dopmaiuio kocreii rojeHeir. CiupomMeTpusi CBUAETENb-
CTBOBaJIa O HOPMAaJTbHBIX 00bEMHO-CKOPOCTHBIX TTOKa3a-
TeJISIX.

KimmAanYeckue aHaau3bl KPOBH M MOYM 0€3 M3MEHEe-
Huil. BuoxmMmuyeckue IoKaszaTennd, OTpakaloIlne Co-
CTOSTHME OCHOBHBIX BHIOB OOMEHA BEIECTB, BBISIBUIIN
TTOBBIIIICHUE aKTUBHOCTH psiia hepMeHTOB: KpeaTuHdoc-
doxunassl (357 E/n, Hopma no 190 E/n), nakratneru-
nporeHassbl (728 E/n, Hopma 225-450 E /i), anaHuHaMu-
HotpaHcdepasbl (AJIT — 101 ME/n1, Hopma o 45 ME /)
u aciaprataMuHoTpaHcdepassl (ACT — 96 ME /1, Hop-
ma 10 40 ME/n).

YpoBeHb TOPMOHOB ITUTOBMIHOM U ITapaliMTOBUI-
HOW 3KeJie3 B CBIBOPOTKE KPOBU COOTBETCTBOBAJI HOP-
MaJTbHBIM 3HaueHWsM. [IpoBemeHWe CTaHIAPTHOTO

Puc. 2. Nepouka K., 10 et
c oone3npto Ilomme: actenu-
YecKoe TeJIOCI0KeHe, HU3Kue
NoKAa3areJiM MAcChl TeJA.
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[JII0OKO30TOJIEPAHTHOTO TecTa He OOHAPYKUJIO MATOJIOTU-
YeCKMUX OTKIIOHeHW. MccienoBaHe KpoBM Ha MapKephl
TeIraTuTa 1aJ0 OTPUIIATEIEHBIC PE3YIIBTATHI.

Takum oOpa3oMm, Ha OCHOBaHMM kajao0 pebOeHKa,
CpOKOB MaHM@ecTauuu OO0JIE3HU U UX CBSI3U C Tepe-
HECEeHHBIM WH(EKIMOHHBIM 3a00JeBaHUEM B IPOIIEC-
ce auddepeHUNATBHOTO AUarHo3a HeOoOXOAMMO ObLIO
HCKITIOYUTH ayTOMMMYHHYIO0, BPOXICHHYIO M HaCJIEICT-
BEHHYIO TTaTOJIOTUIO HEPBHOM CUCTEMBI Y MBIIIILI.

BospacT mosiBiieHUs TEepBBIX CUMIITOMOB OOJIE3HU
(5—15 ner), Hanuue 60JIEBOrO CUHAPOMA U MPOTpeccu-
pYIOILE MBIIIIEYHOM CJIA00CTH, TTOBBIIIIEHUE aKTUBHOCTH
TpaHCaMMHAa3 U KpeaTMH(POCGHOKNHA3bI B CHIBOPOTKE
KPOBU CBOMCTBEHHBI TOJTMOMHUO3UTY. OTHAKO OTCYTCTBHE
BOCITAJIUTEIBHBIX M3MEHEHUI B aHaIM3ax Tnepudepude-
CKOIf KPOBU TTO3BOJIMIIO UCKITIOUYUTH 3TOT TUATHO3.

[ToBbIllIeHHAsT YTOMJISIEMOCTb, CJIab0OCTh B KOHEYHO-
CTSIX ¥ U3MEHEHUE TTOXOJAKM TUITMYHBI JIJIST PACCESTHHOTO
CKJIep03a — XPOHUYECKOT0 AEMUETMHU3UPYIOLIETO 3200~
JieBaHUsI ¢ MHOTOo4aroBbiM nnopaxkeHuem LIHC. [1nst pac-
CESTHHOTO CKJIEpO3a XapakKTepHbl TaKXe MMOpaXeHUsI
YeperHbIX HEPBOB, MO3XKEUKOBbIE pacCTPOMCTBa, MHUpa-
MMIHAs CUMITOMATHKA B BUJE TOBBIIICHUS MBIIIEYHO-
IO TOHYCA M CYXOXWJIBHBIX PEhICKCOB, MaTOJOTUICCKUX
MUPAMUIHBIX 3HAKOB. OTCYTCTBUE TIEPEUNCTCHHBIX TTPU-
3HAKOB, a TAKXKE 0YaroBbIX M3MEHEHU 110 TaHHBIM M PT
TOJJOBHOTO MO3ra OKOHYATEJIbHO OMPOBEPrajio HajIUuue
paccestHHOTO CKJIEPO3a y IEBOUYKM.

Bonu B HoOrax u HapylleHHWe MOXOAKM MOIJIHM OBbITh
CJIeICTBUEM HaJIM4Msl Yy MpodaHIa CUHIpOMA <«KECTKOM
KOHIIeBOi HUTU». OgHako orcyrctBue Ha MPT B nosic-
HWYHO-KPECTIIOBOM OTIIEJIe CITMHHOTO MO3Ta YTOJIIECHUSI
U YKOPOYEHUST TEPMUHAIBHOM HUTH, a TAaKXKe HOpMaJlb-
HOE€ PAaCMOJIOXKEHUE TEPMUHAIBLHOIO OT/AE]a CIIUHHOTO
Mo3ra y pebeHKa UCKIII0Yalo U 3TOT IUarHo3.

KanoObl, KoTopble NpeabsBiisiia AeBOYKA U €€ POJi-
CTBEHHUKU, B BUIE CHIXEHUS TEPEHOCUMOCTU (HU-
3UYECKON HArpy3KH, HapyIIEHMUSI MMOXOIKHU, MPU3HAKU
MBIIIEYHOM C€JIa00CTH B OTAEABHBIX TPYMIax MBI,
TUTTIOTOHMST MBIIIL, MCITOJIb30BaHUE BCIIOMOTATEIbHBIX
MPUEMOB, CHIKEHHE CYXOXMWJIbHBIX pedJIeKCOB, TO-
BbIIIEHNE AKTUBHOCTU TpaHCAMMHAa3 W KpeaTHuHdoc-
(oxkMHa3bl B CBIBOPOTKE KPOBM, TPU3HAKKM TEePBUY-
HO-MBIIIEYHOTO  TOpaXkeHUs, 3aperuCcCTPUPOBAHHbBIC
0 pe3yJbTaTaM  dJeKTPOGU3UOJOTUUECKOTO  UCCe-
MOBaHMS, CBUICTEILCTBOBAIM O HEOOXOIUMOCTH IIPO-
BeneHus1 aud@epeHIMaibHOro JauMarHo3a ¢ nporpec-
CUPYIOIIMMU MBIIIEUHBIMU TUCTPOPUIAMU U FPYIIION
CTPYKTYPHBIX UM OOMEHHBIX MUomaTtuii. st ucKiove-
HUS 3TUX 3200JIeBaHU1 ObLIIO HEOOXOIMMO MPOBEACHUE
OGUOIICUY MBIIIICYHOM TKAHU € TTOCIEIYIONIUM aHATN30M
OuoriTata ¢ IMOMOILbIO CBETOBOW W 2JIEKTPOHHON MMU-
KPOCKOTIWH.

Mopdonornyeckoe wucciaenoBaHUEe OuWoNTaTa Mbl-
IEYHON TKaHM TIpobaHIa He BBIABUJIO TATOJOTHYE-
CKUX M3MEHEHUI CO CTOPOHBI COSIMHUTEIBHOTKAHHBIX

000J10UeK, aTakxke HaIUuus aTpodUPOBAHHBIX U HeE-
KPOTU3MPOBAHHBIX MBIIIEYHBIX BOJIOKOH. [Ipu3HaKOB
CTPYKTYPHbBIX MHUONATUII He OOHapyXeHO. 3aperucrpu-
pOBaHa 3HAUMTEJbHAS BAKYOJIM3alMsl MbIILIEYHBIX BOJIO-
KOH. DJIEKTPOHHO-MUKPOCKOMUYECKUI aHaIu3 Ouor-
CUIHOrO MaTepualla BbISIBUJI 3HAYUTEJIbHbIE CKOTUICHUS
BHYTPWJIM30COMAJILHOTO TJIMKOT€HA, YTO CBUIETEJILCTBO-
BaJIO O IPy0O BbIPAXKEHHBIX MOP(OJOTUYECKUX MTPU3HA-
Kax 00JIe3HU HaKOIJIeHUsI rinKoreHa, T I1.

Takum oGpazoM, MOpP(OJOTUYECKUIT aHAIU3 OUOII-
TaTa MbIIIEYHONW TKAHU IMO3BOJUI UCKIIOUUTh Y peOeH-
Ka TPyMIy MpOrpecCUpyIOINX MBIIIEYHbBIX TUCTPODUIL,
aTakXke CTPYKTYpHbIX MMOMNATUH U AMArHOCTUPOBATh
OOMEeHHblE MMUOIATUM, BTEPBYIO oOuepelb, OO0JIe3HU
HakorieHus1 riaukoreHa II m'V Tumos, mporekaromx
C MIPEUMYILECTBEHHBIM MOPAXEHUEM CKEJIETHBIX MBIIIILI.
OtcyTcTBUE y peOeHKa MMOIIOOMHYPUU, XapaKTepHOM
JUISl IMKOTeHo3a V' TuIla, OMpoBeprajo 3TOT IUArHO3,
a JaHHbIE JIEKTPOHHON MUKPOCKOMUY OTHO3HAYHO CBU-
JIETEeJIbCTBOBAJIM B 10JIb3Yy TiMKoreHosa Il tuna

JJ1s OKOHYATEJILHOTO  TIOATBEPXKAEHUST Y MpobaHaa
0osie3HU HakorieHus rukoreHa, tun 11 (6one3nn [Tom-
rne) ObUIO HEOOXOOMMO OIpe/ieSieHUe aKTUBHOCTU KHUCIION
0-1,4-rmoko3uaassl B JMM@OLIMTaX KPOBU U MPOBEACHUE
JHK-auarHoctuky natosioru  (MOUMCK MyTaluid B reHe
GAA). AHanmu3bl BBITIOIHSUIUCH B JTA0OPAaTOpUU I'€HETUKU Ha-
cJeACTBEHHBIX Oosie3Helt oomeHa Beriects MITHLI PAMH.

B npoliecce uccnenoBaHusi yCTAaHOBJIEHO, YTO aK-
TUBHOCTh KHUCJOH a-1,4-T1r0K03uaa3bl B IUMdouTax
cocrtapisiia 4,2 HMoJb/MT B yac (ipu HopMme 13,0—53,6
HMOJIb/MT B 4ac), uTo B 3 pa3a HUKe MUHUMAIbLHOIO 3Ha-
YEeHUSI HOPMbI. 3aKJIIOUYNUTEIbHBIM 3TallOM AUArHOCTUKU
SIBUJIOCH OIpesieJieHre MyTaluii reHa GAA MeToioM Tipsi-
Moro cekBeHupoBaHusl. [IpoaHanuszupoBanbl 19 5K30HOB
(co 2-ro o 20-i1) reHa GAA. BrisiBieHa 3aMeHa TJIMIMHA
Ha CEepUH B MOJIOXEHUHU 334 B TOMO3UTOTHOM COCTOSIHUU
(c.1000 G>A p.Gly334Ser), onucaHHast B 6a3e JaHHBIX
no mytauussMm HGMD (puc. 3). Hanuuue nByx mucceHc
MyTalMi, MO-BUAUMOMY, OOYCJIOBUJIO OTHOCUTEIbHO
JIETKYIO CHUMIITOMATHUKY 3abosieBaHUs. Y IEBOYKHU TIpa-
KTUYECKM OTCYTCTBOBAJIM MPU3HAKU TMOpaXKeHUs cep-
JIEYHO-COCYIUCTON 1 OpOHXO0JIErOuHOM cructeM. PebeHok

c.1000 G=4&, p.Gly334 Ber

Puc. 3. ®parment xpomaTorpamMmbl npodanaa ¢ pesyIsTATAMH
CEKBEHHPOBaHHs 6-10 3K30Ha reHa GAA.
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Cemsurura A.H. u coasm. Bose3nb HakorieHus rkoreHa, T 11 (Gonesus [Momme) y neteit

MOATOTOBJIEH K MPOBEAECHUIO (DEPMEHTO3aMECTUTENbHOM
Tepanuu reHHO-MHXXEHEPHbBIM MpernapatoM Maiiozaim®,

Taxum 06p3.30M, IpaBUJIbHasA M CBOCBPEMEHHAA I10-

CTAaHOBKa AMarHo3a JOoJKHa CrocoOCTBOBAaTh Ha3zHaye-
HUIO TIATOreHETUYECKON Teparvu, IpenoTBpalliaroeii
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