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AHHOTauunsa. bonesHb Momne (6IM), unn rnmkoreHos Il Tuna, - pegkoe ayTOCOMHO-PeELLECCMBHOE JIN30COMHOE
3aboneBaHMe HaKOMNEHNA FIMKOreHa BMUOKap/e, CKeNeTHbIX Mblluax, neyeHu. b, asnsasace opdaHHbIM 3a6onesaHn-
eM C OYeHb HWU3KOM 4YacToTOl pacnpoCTPaHEHHOCTU, B TOXEe BPEMS OT/INYAETCH BbIPaXXEHHbIM KJAWHWYECKUM MONu-
MOPMU3IMOM, YTO 3aTPYAHAIOT ee PaHHIO AMArHOCTUKY. DPPEKTUBHOCTL XKe NaToreHeTUYecKoro Ne4eHns TeCHO CBSA-
3aHa co BpeMeHeM MOCTaHOBKM AMarHo3a, 4To 0CO6eHHO akTyanbHO A5 UHaHTUNbHOW dopmbl BIM. MpuBogmm cBoe
KNNHNYeckoe HabngeHne 601bHOro pebeHKa ¢ MPUKN3HEHHO ANArHOCTUPOBAHHOW MH(aHTUNbHONM (opmoi Bl B
OIrbY3 «[letckaa o6nacTHas KnnHuyeckasa 6onbHUUa» r. benropos. KNMHUYECKUMU KPUTEPUAMN ANArHOCTUKN ABU-
NNCb: HeoHaTanbHas opmMa 6bICTPO MporpeccupytoLLein rMnepTpodnyeckon KapamnoMmonaTmMm, Makpornoccus, CUH-
APOM «BANOro pebeHka». PebeHKy, HaxoAuBLieMycs nog HabnwgeHuem B r. benropog nposogunnacs pepmeHTo3ame-
cTuTenbHaa Tepanua(®3T). Hamu npoBeAeHO cpaBHeHME KNNHNUYECKUX HabMoaeHWIA aeTell ¢ MHDaHTUAbHOW hopMoii
Bone3Hu Momne B ropoge benropog 1 ropose BopoHex.

Resume. Pompe disease (PD), or glycogen storage disease type Il, is a rare autosomal recessive lysosomal
disease caused by glycogen storage in the myocardium, skeletal muscles, and liver. PD, as an orphan disease with a
very low prevalence rate, shows a marked clinical polymorphism, making its early diagnosis difficult. Yet, the efficien-
cy of pathogenetic treatment for the disease is closely related to the time of its diagnosis, what is particularlyrelevant
for infantile-onset PD.

We present our clinical case of a sick baby with this condition diagnosed during lifefromBelgorod Regional Clinical
Hospital. The clinical diagnostic criteria were the neonatal form of rapidly progressive hypertrophic cardiomyopathy, mac-
roglossia, floppy baby syndrome. Child, observed in Belgorod Clinical Hospital, treated with enzyme replacement therapy.
We made comparisons of clinical cases children with Infantile form Pompe disease in Belgorod and Voronezh.

KntouesBble cnosa: 6onesHb Momne, nHaHTUAbHaA opma, rankoreHos Il Tuna, aH3MMogMarHocTunka, rm-
nepTpoduryeckan kapgnommonaTus.

Keywords: Pompe disease, glycogen storage disease type Il, infantile form, enzymatic diagnosis, hyper-
trophic cardiomyopathy.

BonesHb Momne (rankoreHos Il TvnNa) - 370 pefikoe ayTOCOMHO-PELLeCCUBHOE COCTOSIHME, XapaK-
Tepu3yloweecsa HakKoM/eHWeM rIMKOreHa B JIN30COMax CKeNeTHbIX MbIlWL, cepAue, NeYeHM N MO3re.
Bniepsble Bl 6bin1a onncaHa ewe B 1932 r. gatckMm natosioroaHaToMom MoxaHom lMomne y pebeHka ¢
npu3HakamMmu TAXKes10M KapanomMerannun. MeHeTu4deckuii gehekt npm 60ne3HU NMomne NposBNAeTCS Hefo-
CTAaTOYHOCTbIO hepmeHTa a-1,4-rnioKo3mnasa, obecrnevymnBaloLLero nocnefosaTesibHbIA rMapon3 ManbTo-
3bl U 4PYTUX NPOUN3BOAHbLIX IMMKOreHa A0 I/1H0KO03bl B KPOBU.
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Mo AaHHbIM pa3HbIX aBTOPOB, YacToTa BbISABAEHUS 60/1€3HM B 3aBUCMMOCTU OT CTPaHbl N 3THUYe-
CKOVi NpMHaANeXxXHOCTW BapbupyeT B AnanasoHe oT 1:40 000 go 1:300 000. CerogHs cunTaeTcs, pacnpo-
cTpaHeHHOCTb BIN cocTtaBnseT 1:40 000[Chien et al., 2009].

BonesHb MNomne MOXXeT NpoTeKaTb B BUAE OAHOM U3 Tpex PopM: Knaccnyeckas MHaHTUNbHasA op-
Ma, IOBEHWUIbHAsA U B3pocas gopmbl. MIHhaHTuUbHaa dhopma Bl xapakTepusyetcs Ae6l0ToM Ha 2-3 mecsLe
YKN3HU, MbILLEYHOM rMMOTOHWEN N NPOrpPeccUpyoLLLer rmnepTPONYECcKo KapamnoMmonaTmein, NpmMBoasLei
K TSXKes0i cepAe4vHO-COCYAUCTOM 1 Nero4HoOM HefoCTaTOMHOCTU U NleTalbHOMY MCXOAY Ha NEPBOM FOA4Y XKU3-
HUW MpY OTCYTCTBMW NaTOreHETUYECKOM Tepanuu. MNpu 10OBEHWIBHOW 1 B3poc/on opme 60ne3Hn Momne 3a-
6oneBaHMe BO3HMKaAeT B 60/1ee NO34HEM BO3pacTe M NPOSBASETCA MeA/leHHbIM MPOorpeccupoBaHMeEM OCHOB-
HbIX KNIMHUYECKUX CUMATOMOB, BeAyLLUM N3 KOTOPbIX ABMSETCA MMONaTUYeCKUiA CMHAPOM. Brcuepomeranus
OTCYTCTBYeT 1 TeMM NPOrpeccupoBaHUA HEBPOSIOMMUYECKON CUMATOMATUKN 6onee MeafleHHbIn [HUKUTUH K
ap., 2016].B oTeuecTBeHHOM NUTEpPaType MMEKTCA HEMHOTOUYMCEHHbIE HayYHble 0630pbl, NOCBSLLLEHHbIe Bl
[BagansH n gp.,1979, KpacHononbckas, 2005, Muxaiinosa v gp., 2011] v eANHUYHbIE KTMHUYECKME Habto-
fLeHuns ee MHaHTUNLHOM hopmbl [KoTnykosa v ap., 2012, degotos u ap., 2013].

Mpu rAnKoreHo3ax HeBPOJIOTNYECKME HapyLIEeHUS 06YC/I0BEHbl XPOHNYECKON TMMOKCUENR MO3-
roBoii TKaHW BCNeACTBME T[/IMKOFEHOBOW [JereHepauuu CepAeyHOr MbllLbl. XapaKTepHbl acTeHo-
HEBPOTMYECKME U BeretaTUBHbIE PACcCTPOICTBA, OAHAKO MPU TSHKEI0W FMMOKCUUM MOXET HabnogaTses
rMO3HOE NepepoXaeHne Mo3ra, CornpoBoXjaroLleecs cygoporamu, 6ynb6apHbIMU 1 NceB00ynb6apHbI-
MW pacCcTpOrCTBaMM, CHDKEHUEM UHTEN/EKTA.

OCHOBHbIMW MeTOoA4aMn NOATBEPXKAEHUS AMarHo3a sABNATCA onpefeneHne akTUBHOCTY anbda-
rnkosnaassl (B prnbpobnactax, MbilLieUHOM TKaHW, NelikounTax KpoBu), a Takxke Metoabl AHK-aHannsa
[MeTpyxuH, 2012].

B >xypHane HepBHO-MbieYHble 60ne3Hn Ne3, 2013 rog ony6anmKoBaHbl faHHble HabnaeHNs pe-
6eHKa ¢ MHGaHTUIbHOW hopmon BonesHu Momne B MegnKo-reHeTUUeckoi KoHcynbTaunm (MIK) r. Bopo-
Hexka [PepoToB 1 ap., 2013]. Y pebeHka A. ®-Boii, 13.09.2012 roga poxxaeHus B Bo3pacTe 7 CyTOK 6blsia gna-
rHOCTMpPOBaHa rmnepTponyecKan KapamommonaTna no JaHHbIM 06cefoBaHusA. B nocnegyrowem y pebeHka
CTa/IM HapacTaTb MbllleyHas cnabocTb, OfbILLKa, YTOMASEMOCTb. Poantenu pebeHka n3 BopoHexckoi obna-
CTW, CNaBAHCKOWM HaLMOHa/IbHOCTN, He COCTOSILLVE B KPOBHOPOACTBEHHOM 6pake. MaTb 26 neT, 340p0oBa, oTel,
35 neT, 380p0B, cNy>un B apmun. OT 1-ro 6paka y matepu nmeetcs 340posas Aoyb 3 neT. Npu ocmoTpe pe-
6eHKa B Bo3pacTe 3.5 MecsAueB: macca Tenia - 6100 r. gnvHa Tena - 61 cM, OKPY>XHOCTb rpyam - 38 cMm npa-
BU/IbHOTO TENIOC/IOXKEHUSA, Yepen - fonmxouedanbHOM PopMbl, 2-CTOPOHHUIA 3NUKaHT, Makporsioccus. B no-
KOe OTMeyanacb OfblLLKa, LMaHO3 HOCOry6HOro TpeyrosibHMka. KoXkHble NOKpoBbl 6/1efHble, YNCTbIe, BNaX-
Hble. OTeKoB He onpegensieTcs. MNedeHb, NpU NanbnaLMn BbiCTynaeT U3-Noj Kpas Npasoro nogpebepbsa Ha 2
cM. YacToTa cepAeyHbIX COKpaLLeHUi - 134 B MUHYTY, YacToTa AblXxaTeNbHbIX ABMXKEHUN- 48 B MUH. TOHbI
cepaua 3By4Hble, PUTMUYHbIE, KOPOTKUIA CUCTONIMYECKUIA LLIYM NO 1IEBOMY Kpalo rpyAuHbl. B HeBponoruye-
CKOM CcTaTyce oTMeyasiacb MbllleYHast TMMOTOHUSA, CHUXKEHNE CYXOXKWU/bHO-HAAKOCTHNYHbIX pediiekcos. Mo
JaHHbIM 06cneoBaHNSA AMarHoCTUPOBaHa rmnepTpouYeTcKas KapamoMmonaTus, Heo6CTPpyKTMBHaA hopMa.
B 6MOXMMMNYECKNX aHasIM3axX KPOBU BbIpaXKeHHas runeptepmeHTemMus. Ha 0CHOBaHUWN KIMHUYECKUX NPU-
3HaKoB (Makporsoccusi, renatomeranuns), 6GUOXMMMUYECKUX (BbICOKUI YPOBEHb KpeaTUHKUHa3bl - Ao 936
EO/n (Hopma go 190), /1A - 1250E4/1) 1 MHCTpYMeHTasbHbIX AaHHbIX (3X0KTI: gnnaTaumns »enynoyKos
rmnepTpoduen Mmokapga) 6bi1 NpeanooXKeH gnarHos: nHaHTubHas hopma BIM. B nabopatopumn Hacneq-
CTBEHHbIX 60/1e3He 06MeHa MeanKOo-reHeTUYeCKoro Hay4yHoro ueHtpa PAMH (MockBa) npoBegeHa 3H3U-
MOAMNarHOCTMKa: BbisiBflieHa HU3Kasi akTUBHOCTb (hepMeHTa a-roKo3naasbl - 3.4 % oT HopMbl. Bbina npose-
feHa OHK-gnarHocTukn myTaunii B reHe GAA 'y poauTeneii. Y otua pebeHka obHapy>keHa MyTauums ¢.1799
G>A (p.Arg600His), onncaHHas B 6a3e no mytaunmam HGMD (CM990614), y maTepn HeonnucaHHaa MyTauus
€.1951 1952 delGGinsT B retepo3nroTHOM COCTOSSHUW. TakKuM 06pa3oM, 60MbHO PebeHOK SBNSANCA KOM-
nayHA-reTepo3uroToil, YTO MOJIEKY/IIPHO-TEHETUYECKMM METOAO0M MOATBEPXKAAET AMAarHo3 ravkoreHosa Il
Tnna (BIM). Pe6eHOK ymep B Bo3pacTe 5 MecsiLeB 7 AHEN OT CepAeyHO-/1ero4HoOM HegoCTaTOUHOCTU Ha hoHe
NOINOPraHHbIX AUCTPOPUYUECKUX U3MEeHeHUIA. [MpoBeeHHOe NaTo/I0roaHaTOMMYecKoe mMccrefoBaHue npo-
[eMOHCTPUPOBao XxapakTepHble Ana ravkoreHosa Il Tmna (MHpaHTUAbHOM hopmMbl BIT) n3meHeHMs.

MpuBOANM CBOE K/IMHUYeCKoe HabnogeHne 60/1bHOro pebeHka ¢ NPUXKMU3HEHHO AMarHOCTUPO-
BaHHOW MH(aHTUNbLHON hopmoin Bone3Hu Momne.

MaumeHTKa B-Ba pogunack 24.09.2012 roga oT BTOPOI LOHOLIEHHOW 6epemeHHOCTU(NepBas 6e-
peMeHHOCTb 6bina B 2002 rogy, poanscs 340p0Bbli ManbynkK), ¢ Maccoii Tena 3430 rp. Bpak poguTteneit -
6113KOPOACTBEHHbIN (ABOIOPOAHbIE 6paT 1 cecTpa). MNpn NpoBeAeHUN CKPUHUHTA Noja 6blna BbisiBeHa
runepTpoma Mmokapaa, Kotopas NoATBEpAUIACE NOC/Ee POXAEHUS pebeHKa Npu npoBegeHUn 3XO-KT .

B Bo3pacTe 2 Hegenb, Npy nNoBTopHOM 3XO-KI 3adyMKCcMpoBaHO HapacTaHMe rnnepTpodmun Mno-
Kapga. PebeHOK cTan Nnoxo cocaTb, YacTo CPbIrMBasl, 0TMeyanacb NOBbILIEHHAA YTOMAAEMOCTb, NOT/IN-
BOCTb M HM3Kas nNpubaska macckl Tena. HasHaueHHasa Tepanusa apeKkTa He UMesa.

B Bo3pacTe 3.5 mMecsLeB N0 peKOMeHAALMN Kapanonora naumeHTka bblna rocnutainimposaHa B
negnatpuyeckoe otaeneHne Ne2 OKbB v ganee HanpasneHa B HU34 PAMH r. MockBa, rge Haxoaunach
Ha fle4eHnn B oTAeNeHNN Kapanosormm B TedeHne 10.5 mecsaues. Mocne o6cnenosaHus 6bin ycTaHOBEH
AnarHo3 - 6onesHb Momne (ravkoreHos Il TMna), nHaHTUAbHaA opma, BTOpMYHaa mMuMonaTtus, nog-
TBEPXXAEHHbI MONEKYNAPHO-TeHETUYECKUM MUccnefoBaHeM (MyTauus ¢.875 TGAA).
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B Bo3pacte 1 rog 4 Mecsua pebeHKy Oblsl YCTAHOBEH UMMAAHTAUMOHHOW MNOPT - CUCTEMBI
ModelCeisiteBabyport. Lot Ne M259902T.Max.Pressure 325psi/22.4bars n HazHaueHa pepMeHTO3aMe-
warowiasa tepanus npenapatom«Maio3zarim». Ha hoHe ®3T oTMeuvanacb NONOXKUTENbHAA ANHAMUKA.

B guHamuke B Kapguosoruyeckom otgeneHun HL34 PAMH, npoBoauiack KOppekuusa tepanmu.
MocneaHAa rocnutanmMsaumsa B Bo3pacTte 2 roga 3 Mecsua, BbinucaHa 26 aekabps 2014 roga ¢ peKOMeH-
faunamMmun nNpoao/HKNTL hepMeHTO3aMeLLaloLLyo Tepanmio Mo MecTy XXUTeNbCTBa.

29.12.2014 roga noctynuna B negnatpuyveckoe OAKB. 30.12.2014 roga npoBefeHo njaHOBOE BBe-
JeHune npenapaTta «Maio3am», KOTOpoe AeBoYKa nepeHecna 6e3 ocrioxkHeHmi. 31.12.2014 roga y pebeHka
npousoLlna acnmpaumsa ¢ NocaeayowmmM nogbLemMomM Temnepatypbl. HasHauyeHa aHTUbaKTepmnanbHas Tepa-
nusa. B guHamMmnke cocTosiHUE YNyyLLNNO0Ch, HO OCTaBasIoCh TSHXXesbIM 3a CHeT OCHOBHOMO 3a60/1eBaHUSA. Abl-
XaTeNnbHOM 1 cepAeYvHor HefocTaTouHOCTU. OTMeYaInucb U3MEHEHNSA B aHa/IM3ax Kposu (Tabs. 1).

Ta6nuua l
Table. 1
MokasaTenn akTUBHOCTU PEPMEHTOB CbIBOPOTKU KPOBU y pebeHKa B AUHaAMMKe
Indicators ofserum enzyme activity ofthe blood ofthe child in dynamics
Buoxmmmnueckunii aHanns Kposu 31.12.14 04.01.15 12.01.15
ANT 211.3 210.5 192.0
ACT 305.2 270.9 302.9
CK 1523.9 773.9 859.1
LDH28 1036.7 888.9 875.8

3KT: PUT™M cuHycoBblii. HCC 143 B MUH. JneKTpuyeckas ocb OTK/I0OHEHa BeBo. CuHapom WPW.
PeHTreHorpacusa opraHoB rpygHoOM KIeTKU: CBOGOAHOM XMUAKOCTU B MJieBPa/ibHbIX CUHYCaX He BU3yanu-
3npyetca. Cnpasa B HMXKHUX OTAenax onpegensietcs 6e3so34yLUHas fieroyHas TKaHb, HEO4HOPOAHasA Mo
CTPYKType. IXO-KI: BblpakeHHas rmneptpodus muokapga J1XK 1 cocoukoBbixX Mbiwwy, JIXK. M'inepTpo-
tma mmokapga M>K. OO0 1-2 mm, cbpoc Brnpaso. MoBbiweHne Pgr Ha J1IA 1 Ao. Pa3mep nonocTteili B HOp-
Me. CokpaTuTenbHas cnocobHoCcTb MUoKapaa J1>K nosbilleHa.

14.01.2015 roga pebeHoK rno cocTosAHUIO Gbla1 NepeBefeH B oTAeneHnn peaHumaummn. 20.03.2015
roga HacTynun neTasnbHbIA UCX04 NPU ABIEHUSAX NPOrpeccuUpyroLLen cepAevHon HeJOCTaTOuHOCTU, 06y~
CMOBJIEHHO OCHOBHbIM 3a60/1€BAHNEM U aPUTMOTFeHHOW acCUCTOTNMN.

Mpwn nNpoBegeHNN NaToN0roaHaTOMUYeCKOro BCKPbITUSA, FMCTO/IONMYECKOro nccnefoBaHna marepua-
nay pebeHKa NoATBePXXAEH BbICTAB/IEHHbIV NPU XXU3HU ANarH03 HacneACcTBEeHHOro 3a6oneBaHns U3 rpynmbl
rNIMKOreHo30B, C ayTOCOMHO-PeLLeCCUBHBLIM TUTMOM Hac/iejoBaHWUs, CBA3aHHOIO C BPOXKAEHHbLIM HapyLUEHNEM
YrNeBoAHOro 06MeHa - MHDaHTU/bHBIM TUN 60/1e3HM [MoMMe BbIpaXXeHHOW Kapamomeranveid. Macca cepaua
coctaBnseT 120 rp. 1 NpeBblLLAET BO3PacTHbIe NapameTpbl 418 JaHHOro Bo3pacTta B 2 pasa. TosiwmHa M1o-
Kapga neBoro xenygoyka 3 cm (npy Hopme-0.79 cM) M npeBblLLaeT BO3pacTHble Nokasatenun B 3.7 pa3a; npa-
Boro 0.4-0.5 cm. (npu Hopme 0.25 cM) 1 NpeBbILLaeT BO3PacTHbIe MOKasaTenu B 2 pasa (puc. 1).

W<pge ™ «~

Puc. 1. AHaTOMUYeECKUI Nnpenapart cepaua.
Fig. 1. Anatomical heart medication

MoMoCTb /IEBOFO XXeyaouKa pe3ko yMeHblleHa B 06bemMe, WwenesrngHas. CoxpaHuBLUME CTPYK-
TYPY OTAeNbHbIE FPYNMbl MbllEYHbIX BOJIOKOH MMOKapaAa pe3Ko chaBneHbl NaTofI0rMUYeckKn N3MEHEeH-
HbIMWU MbILLIEYHBIMU BO/TOKHAMUW U HAxXoAAaTca B COCTOSSHUM AMCTpoduun. B Tosille MUoKapaa /1eBoro
YKeNnyAouKa BCTPEUalTCsl MesIKMe U KpynHble o4Yary Kapanock/eposa; noj 3HA0KapA0M - oUaru nile-
MWW 1 OCTPble paccesiHHble MesIKMe HEKPO3bl (puc. 2).
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Puc. 2. AHaTOMMYeCKUA npenapar cepua.
Fig. 2. Anatomical heart medication

KopoHapHble MHTpaMypasbHble cocyabl cepALua cAaBsieHbl, ¢ YTOWEHHbIMW CTEHKaMW, B OT-
[LeNbHbIX cocyax OTMeYaeTcs pe3koe cy>KeHme rnpocseta. OTMeyvaoTca MoOponoruyeckme NpmUsHaKu
neroyHom runepteHsnm (puc. 3. A, b).

|
A b
Puc. 3. A - T'nctonornyecknini npenapar MblLULbl 1EBOF0 XXeNyA0o4Ka cepALa, okpacka reMaToOKCUIMHI03MHOM
(x200). Kapauvocknepos.
Fig. 3. A - Histological preparation of the muscles of the left ventricle of the heart, hematoxylineosin
(x200).Cardiosclerosis.

Pnc.3. b - Fnctonornyecknii npenapar Mbl L Lbl MEXXXeNyL04KOBOM Neperopogku cepgLa, oKkpacka remaToKCcu-
NINH303UHOM (x200). KapanomMmnouunTbl pe3Ko KOHTYpPUPYOLWMecs co CBeTIONLUTONNa3MOM, MOX0XKMEe Ha «PaCTUTENb-
Hble» KNeTKuN
Fig.3. b - Histological preparation of the muscles of the interventricular septum of the heart, hematoxylineosin
(x200). Cardiomyocytes sharply contoured with clear cytoplasm, similar to "plant” of the cell

Hapsagy ¢ nopaxkeHnem MblWwUbl cepgua y pebeHka MMeeT MeCTO TOoTaslbHOe MopaXkeHue
MbILL, A3blKa, guadparmbl, NUWEBOAA, FOPTaHU, MbILLUL, Manoro tasa ¢ ANQgy3HbIM HaKOMAeHUeM
rNVKOreHa B HUX N MOJIHbIM OTCYTCTBUEM CTPYKTYPbl HOPMasibHbIX MbILLIEYHbIX BOSIOKOH, YTO K/INHU-
YECKM NPOSABAANOCH B HAPYLUEHUW AblXaHWUS, FN0TaHUS, MbllLeYHOo craboctu (puc. 4-5. A, B).

Mpu nccnefoBaHMN BHYTPEHHMX OPraHOB OTMEYEHO HaKOorJseHWe rIMKOreHa B HaAnoveyHuKax
(pwic. 6).

B neyeHn mopho10rnyecknx NPU3HaKoOB HaKOMeHWS FMKOreHa He 06Hapy>XeHo.

Takum obpas3om, B 060UX crydasx 3abosieBaHMe Ae6HOTUPOBA/IO Y MaAeHLEB XXEHCKOro nona ¢
rmnepTponUEecKon KapaguoMmmonaTum, BbisiBNIeHHOM y>Ke B HEOHaTalbHOM nepuoe.

Hannuve andgdysHor MbILIEUYHOM TMMNOTOHMU U 3aAep>XXKa MOTOPHOrO pa3BuUTUS B 060MX
cny4vasx no3Bonsanu npegnonaraTb HaMyMe y naumMeHTOB O4HOIO U3 HacneACTBEHHbIX 3a60/1eBaHWIA.
He oTaroweHHbIli ceMeliHbli aHaMHe3 Yy naumeHTKu B . BopoHexk (OTCYTCTBUE B CEMbe Y MOJIOAbIX
3[0pPOBbIX pPOAUTEsNe AeTeil ¢ aHaNoOrMYHbIMU MPU3HaKaMW) 3aTPyLHSAN MPeAnonioXeHne Hacnepg-
CTBEHHOI NaTonornmny pebeHka.



A b

Puc. 4. A - Tnuctonornyeckunii npenapar MblLW bl A3blKa, OKpacka remaTokcuamH3o3nHom (x 200)
Fig. 4. A - Histological preparation tongue muscles, hematoxylin eosin (x 200)
Puc. 4. B - TnucTtonornyeckuii npenapart gnadgparMmbl. HakonneHune rnMkoreHa B guadparme
Fig. 4. b - Histological preparation of the diaphragm.The accumulation of glycogen in the diaphragm

Puc. 5. A - TucToNnornyecknin npenapart NuLLeBoAa
Fig. 5. A - Histological preparation of the esophagus
Puc. 5. B - FucTonornyecknini npenapat Mbl LU LLbl Ta3a, OKpacka reMaToKCUANHI03MHOM (X 200)
Fig.5. B - Histological preparation pelvic muscles, hematoxylin eosin (x 200)

Puc. 6. Tmuctonormnyecknii npenapaT HagnovyeyHnka. HakonneHve raMkoreHa
Fig. 6. Histological preparation of the adrenal gland. Theaccumulationofglycogen
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B knIMHMYeckoM HabnwgeHun B r. benropog, pebeHOK poauscs OT poanTeneid, COCTOABLUMX B
6113KopoACTBEHHOM 6pake (4BOOPOAHbIE 6paT U cecTpa), UTO CyLLEeCTBEHHO YBeNM4YMBaeT BePOATHOCTb
pOXAeHNA pebeHKa ¢ ayTOCOMHO-PeL,ecCUBHbIM Hac/eACTBEHHbIM 3a60/1eBaHMEM.

B 0601X KNMHUYECKUX CryYasax AMarHos sepucnumposaH metoaom JHK-amuarHocTMkm myTtauuia
B reHe GAA. Tak e B I. BopoHe)Xk MeToA0M NpsIMOro CeKBeHUpOBaHUA reHa GAA y poaguTenein pebeHka
06Hapy>eHbl MyTaumu: y otua ¢.1799 G>A (p.Arg600His) ny matepu ¢.1951_ 1952 delGGinsT B retepo3u-
rOTHOM COCTOSIHUN.

dPepmeHTO3ameLLaloLLas Tepanus B r. BopoHexke naumneHTy He MpoBogunach, Tak Kak BCKOpe Mno-
Cfe 3aBepLUEHNsI MOATBEPXKAEHUSI AMarHo3a B Bo3pacTe 5 MecsiueB u 7 gHeli pe6eHOK ymep OT 6pOH-
XOMHEBMOHUW Ha (hOHe NOSIMOPTraHHbIX ANCTPOPUYUECKNX N3MEHEHWTA.

MauneHTke B r. benropofe 6blna Ha3HadeHa (pepMeHTO3aMellalolUlaa Tepanusa npenapaTom
«Maiiozalim». Ha ¢oHe neveHuss oTMevasnacb MOSIOXKUTENbHAsA AVHaMUKa. HecmoTps Ha npoBefeHHOE
neyeHue, NaumneHTKa nornbna B Bo3pacte 2 roga 6 mMecsiLeB OT JIEBOXKENYA0UKOBOW CepAeyHOli HeJocTa-
TOYHOCTM Ha (pOHE OCHOBHOI 0 3a60/1€BaHMS.

JaHHbIA npyMep NOATBepXKAaeT pe3y/bTaTbl MPOBEAEHHbIX KITMHNYECKNX UCMbITaHUIA, COrNacHo
KOTOPbIM Y nauueHToB Ha P33T 0TMeyasioch yBeNMUyeHne NPoLO/KNTENIbHOCTU N KadvecTBa Xn3Hn [Kish-
nani et al., 2006, Taglia et al., 2011].

BN saBnseTca nporpeccupyrowimM HacneAacTBEHHbLIM 3ab0/1eBaHUEM U XapaKTepu3yeTcs Bblpa-
YKEHHbIM K/IMHUYECKUM MOAMMOPGU3MOM. MporHo3 nHpaHTuIbLHOW dopMbl 60/1e3HM oMne Bce elle
ocTaeTcs HebnaronpuATHbIM. HO nepcneKkTUBbI 415 NaLneHTOB ¢ 3TOW peAKol HacneACTBEHHOW NaTos1ornei
cTanu ropasfo 6onee obHagexxusatowmmm [Kishnani, Howell, 2004]. JaHHble 06 06Hapy>eHUn reHa GAAY
poamnTenein naLmeHTa u3 r. BopoHexka, roBopsAT 0 BO3MOXHOCTW paHHel, Ha cpoke 9-11 Heflenb 6epeMeHHO-
CTMW, NpeHaTaNbHOW AnarHocTuke. bnarogaps npvMeHeHMIo hepMeHTO3aMeLLaloLLLEe Tepanuu, OTMeYaeTcst
CYLLIECTBEHHBbIN perpecc KINHUYECKMX NPOSBAEHN 1 CTATUCTUYECKN AOCTOBEPHOE YBE/IMYEHME BbDKUBAE-
MOCTM 3TUX NALUEHTOB, YNy4LLEHWE 4ONTOCPOYHOro NporHo3a [MasaHkoBa 1 gp., 2005, AxHo, 2005].
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