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Tpeacragiens JaHHbIE JATEPATYPSI, OTPAKAIOIIHE TIPOABJICHHS, BONPOCH! IMATHOCTUKA ¥ COBPEMEHHRIC METO/IbI JIEYEHNs1 PEIKO-
ro (opgaHHOro) HACTENCTBEHHOFO 3a60Mepamuss — Gonesnn HaKomieHns rmKorena, Thn IT, wm Gonesmn Iomne y feteii. Jana
Kraccugmauys 3a6osesamms. TToxazano, aro Miaanenyeckas qopma aeseTcs Hanolee TsDKeIOM, 3aKAHIMBAlOMmelics TeTanbHO,
K4K NPaBHI0, B Teuenne 1 roxa xmsnu pebeHKa OT cepledHo-COCYAUCTON MWIH JeToTHoH HeT0cTATOMHOCTH. TI0aYepKHYTHI OCHOB-
Hble TPYAHOCTH NP IPOBeAeHHH M)pepenmuaTIbHOIO i NOCTAHOBKE HCTHHHOFO INATHO32 ITOr0 TsikeNoro safojesanns. Boabsmoe
BHMMaHHe YIIeJeH0 HOBOMY ATOTeHeTHIECKOMY MeToxy Jiedenns Gosresnn ITommie — remio-HmKenepHoMy depMeHTo3aMeIIA0mEeMy
npenapary Maiiozaiiv®, TIpencTanneno cofcTBenHoe KIMHWNECKoe Habmosienne pebenKa ¢ lonomeckoil opmoit HosesHn Hako-
nienns mukorena, tan 11 (Gonesus Iomue ¢ no3aunm aedorom). Ocoboe BHIMAHME YieleHo KIHHMIeCKol CHMITOMATHEe 3200~
JEBAHHS H METOAAM JHATHOCTHKH, CPel KOTOPbIX HauboIee 3HAYMMBI MOPOIOTHIeCKH I aHATH3 OHONTATA MBIIEYHOMH TKAHH Me-
TOXAMM CBETOBOIL H 2NEKTPOHHOI MEKpocKomnd, su3amo- M JIHK-anarsocTnRa. Y npo6anaa BbABIEHb 3HATHTESbHbIE CKOTIEHHS
BHYTPH JIM30COMAIBHOTO [IMKOTEHA B MEIIEYHOM GHoNTaTe, CHIKEHHe AKTHBHOCTH KHCJIOH O-1,4-mnoko3suzassl B uMGonuTax
10 4,2 uMOab/Mr B yac (zopma 13,0—53,6 EMoONL/Mr B Yac), onucanHas B 6ase AaHARX no MyrammsM HGMD muccenc Myranust
¢.1000 G>A p.Gly334Ser rena GAA B roMOZHFOTHOM COCTOSIHUH, YTO NOATEEPAKAO 1Uarno3 6onesnu ITomne.

Kurouesnie crosa: demu, 6oaesns Homne, cumnmomamuica, snzumo- u JTHK-Ouaznocmura, zen GAA, aenenue, npouraxmuxa.

The paper gives the data available in the fiterature, which reflect the manifestations, diagnosis, and current treatments of the rare
(orphan) inherited disease glycogen storage disease type I1 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 2 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, ifreatment, prevention.
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Cemsuxuna A.H. u congm. Bornesss HaxoreHus tiKoreHa, Tun I (Gonesns [Tomie) y gereit

IToMIte, 110 MMEHH KOTOPOTO TIATOJIOTHS M TTOMyJIriIa Ha-
3BaHue. TpaTUITMOHHO BBUIEIAIOT TpH GOpMbI BOJIE3HU
Tlommnie — mageHyeckyo, win 6one3nds [lomre c paH-
HUM Ie0I0TOM, FOHOLIECKYIO W B3POCIYIO, OOBIIHO 00b-
eTUHAEMBIe B OMHY (hropMy — 607e3Hb ITloMIie ¢ mo3mHIM
nebiotoM. V3 nepegrcieHHBIX TpeX GopM Haubosee 310-
KaueCTBeHHOM! SBJIAeTCA MIaeHdecKas, IeCoTHpYIonas
B IIEPBBIE MECAIlbl XXU3HU pebeHKa U XapaKTepu3yloma-
SICSl BBICTPOIPOTPECCUPYIONINM TedeHUEM H JIeTaTbHbIM
HCXOIOM OT pa3sBUTHUSL CEPACYHO-JIETOYHON HEeZ0CTaTou-
HOCTY WiV UH(MEKIIMA IbIXaTelbHBIX ITyTeH, KaK IMpaBu-
JI0, Ha TIepBOM TOMY XXKU3HMU.

TOBeHUILHBIH, WK «MBIIEYHEI» BAPHAHT OTIHYA-
10T Oonee TMo3aHssE MaHMbecTanms Ooje3HM (HeTCKMit
WIH IOHOLIECKHIT BO3PACT), OTHOCHTEIBFHO MATKOE Tede-
HUE M IIPEUMMYIIECTBEHHOE IMOPAXEHUE CKEJIETHON My-
ckynarypsl. st B3pocioi hopMel 3ab00reBaHIAA TUITAY-
HBl ITO3MHEE pa3BUTHE cHUMIIToMaTuku (B 20—50 ner),
MEUIEHHO MPOrPeCcCUpYIoIas MpOKCHMaTbHas MHOMNa-
TUS U HATMYME CUMIITOMOB HOBIXaTeNbEHOM HEZOCTATOY-
HOCTH IIPH OTCYTCTBMM KapauomMeraauu. OmHako 00fb-
IMAHCTBO HcceqoBaTelNett cuuTaooT, 4to 6onesHn [Tomite
NpaBWiIbHee MPEeACTaBIATh, He KaK TPH pasHble GOpMEL,
a KaK ofHO 3a00JieBaHME CO MHOXECTBOM BapHAaHTOB,
PA3NTMYAIOITHXCA TI0 CKOPOCTH TE4eHUd W MIPOTOJDKYU-
TEJbHOCTH KHU3HH.

Bonesns [loMiie HacaemyeTcs: 10 ayTOCOMHO-PEIIEC-
cuBHOMY THIy. Ilo MaHHBIM HMCCIENOBATENEH, C YIETOM
Bcex (Gopm 3aboneBaHUsi, HE3AaBUCHMO OT I07a, 2THU-
YeCKOM MNPHHAIIEKHOCTH OONBHOTO M reorpadum, ero
yacToTa Konebmnerca ot 1:14 000 xo 1:300 000 [1]. Mia-
JeHYecKasd W IOBeHWIbHAsA (OPMBEI JIOBOJBHO YacTo
BCTpeUaloTcsl cpenu adpoaMepuKaHIEB, a TAKXKE B I0X-
HoMm Kurae u Ha TaiiBane, B TO BpeM$ Kak B3pOCJIBIA Ba-
puant — B Jommanmuu. B Poccum dactora BeTpedaeMo-
cru 6onesnn [loMne Hen3BecTHA.

3abonesaHue OO0YCHOBIEHO MyTallAMU TeHa GAA,
KOTOPHIA KOIUPYET TH30COMAIBHBIN (DEPMEHT — KHCITYIO
0-1,4-TmoK03uaAa3y, WIA KUCAYI0O MajETasy, OTBETCTBeH-
HYIO 32 pacliervieHne mmkoreHa. IeH GAA Gbul OTKPBIT
B 1989 . OH NOKaIM30BaH Ha JIMHHOM TUIEYe XPOMOCO-
ME 17, B mokyce q25.2—q25.3, coctout n3 20 2K30HOB,
KOJIMPYIONMX TOCIEA0BAaTENBHOCT M3 952 aMHHOKHC-
J10T; uMeeT pasmep 20 k6aitt [2].

B Hactosiniee Bpemsi BreHe (GAA omnumcaHo Oolee
360 maToreHHBIX MYTalWi, a Takxke OOJBII0Oe YHUCIO II0-
JUMOP(MHBIX BAPUAHTOB. BHYTpY 0HO¥ ceMbH ¢ OHHA-
KOBBIMY TIATOT¢HHBIMM MYTaIlMsIM¥ HaGIooanHch 00Ib-
HBEIE KaK ¢ MJI3IeHYeCKOi, Tak M co B3pocioil dopmoit
3aboneBaHus.

DepMenT Kucnasg a-1,4-Tmoko3vaza CHHTE3UpPYeT-
CsI B SHAOIDIA3MATHISCKOM DETUKYJIYME, €10 KOHETHas
cbopka 3aBepinaercsl Bannapare [OabIXW; 3ateM My-
TeM BHYTPHKJIETOYHOTO TPAaHCIIOpTa IOCPEICTBOM Ka-
THOHHE3ABUCHMEIX DEIENTOPOB MaHHO030-6-hochaTa
(hepMeHT TEPEeHOCUTC B IM30coMY. PYHKITUA KUCTOH

0-1,4-TI0KO3UAA3Bl COCTOMT B PACIHEIUICHUU B KHCIOH
cpele IIMKO3UAHEIX CBA3cH O-1,4- u 0-1,6-mmkoreHa
c o6pa3oBaHMEM TIOKO3bI, KOTOpasg 3aTeM AaKTHBHO
TPaHCHOPTUPYETCS Uepe3 MeMOpaHy JIM30COMBI HOCPe/-
CTBOM cHeuu(HUIeckoro IepeHoCUnKa. JuchyHKImSI
KHCIo# 0-1,4-TIMOKO3WAA3k BCASACTBYE MYTAlldH TeHa
GAA npyuBOMUT K HAKOIUISHHIO IJIMKOICHA B JIM30COME,
TOSBJIEHUIO ayTodarocoM, Aajee K HapYIIEHMIO COKpa-
THUTETBHOM CIIOCOOHOCTH MBIIIETHOTO BOJIOKHA U B, KO-
HEYHOM UTOre, K rubenu KneTku. CHMIITOMATHKa 33200-
JIeBAHWS B OCHOBHOM OIIPEHEIACTCS ITATOJIOIMYeCKIM
HaKOIUISHHEM TJIMKOTeHa, TaHHOMY Iiporieccy Hauboee
TIONBEPXEHH CepAeYHbIe, CKEJIETHRIC MBINIIEL 1 [JIaaKast
MYCKYJIaTypa, OXHAKO TIaToreHe3 OO0Je3HW 3THM He HC-
yepnpiBaerca [3]. Hampumep, HM3BECTHO, 4YTO FeHETH-
4ecKUil MONUMOP(GU3M AHTMOTEH3HHIIPEBPAIIAIOIIETO
depmenTa (ATID) BaMgeT Ha CBOMCTBA MBUIIEYHON TKA-
Hu. IMokaszano, yto DD-renotun ATIMD accomumpyeTcs
€ paHHUM HavanoM 6osiesHu Tlomre, BeICOKMMH TG pa-
MU KpeaTHHGOCHOKMHAZE, HAMHMIHEM MEIIICeYHBIX 00-
Jieit, GoJiee TSKENMBIM U OBICTPOTIPOTPECCHPYIOITIM TeUe-
HueM 3aboneBaHus [4].

Krnunndeckas cumritomatika 6omestu ITomie ¢ paH-
HUM W IIO3MHUM JebI0TOM CYMMMPOBaHA B TaO/IuIle.
Kak BunHO M3 Tabmuupl, 1npu obenx dopmax B IMaTONO-
TUYECKHIA TIPOIIECC BOBJIEKAIOTCS OMOPHO-ABHTaTeILHELI
amnmapar, OpraHbl ABIXaHUsl M MUIIeBApHUTENbHAS CHCTE-
Ma, B TO BpeMd KakK IIOpaXXeHHe Cepaiia ¥ COCYIOB XapaK-
TePHO TOJBKO Juts HonesHu [oMmne ¢ paHHUM Je6I0TOM.

Cremyer 3aMeTHTh, YTO TIpH 60se3uu [loMie ¢ mosz-
HMM JAe0I0TOM MOIYT BCTPEYAThCS TakKWe COIYTCTBY-
OLIKe IIPOSBIEHMs, KOTOpPHEe TPYOHO acCOIMMpPOBAThH
C JaHHBIM 3aboycBaHMEM, OCOOEHHO €CIIM CHMIITOMBI
0CTalOTCA M30MHUPOBAHHEIMH. (CpPEeAy TAKNX CHMIITOMOB
clenyeT Ha3BaTh OMHOCTOPOHHHMH ITO3, CHIDKEHHE CIIy-
Xa, CIy9aifHO OOHAPY:XEHHOE TIOBBIIEHHE AKTHBHOCTH
kpearnHbochokHasel, YacTo HabIIOmaloTCI 3KTa3Hs
LiepeOpanbHBIX apTepuii, nepedpaibHas aHeBpHU3Ma, Ma-
Kporroccus [35, 6]. OnucaHEl TaKKe XeIyIOUHO-KHALICY-
HEIE PACCTPOMCTBA B BH/IE XPOHUYECKON AHApEH, PBOTHI
¥ a0OMUHAIBHBIX OoJei.

HeobxopumMo o6patuts BHUMAaHUE, YTO IIpH JIHAr-
HocTuke Oosie3HM IloMIle HM OMHO W3 CTAHIAPTHBIX
KIIMHUKO-OMOXMMIYECKIX U MHCTPYMCHTATBHEIX VIC-
CTeI0BaHHHN, NCITONB3YEMBIX I WAICHTUDHUKANMY HEPB-
HO-MBIIIEYHHBIX 3260JIeBaHAM, HE SIBISICTCI aOCOMIOTHBIM.,
Tak, smekTpoMuorpadmsl HroOIHYIATHIMH 3JIECKTPOXAMU
BJIy4IEM CJIy4ae BBIABIACT IPU3HAKU ITEPBUYHO-MBI-
ILIEYHOTO TIOpaXeHMs, YPOBEHb KpeaTnHbOochOKMHA3H
OOBIMHO TIOBHIHIAETCA B 2—5 pa3, HO MOXET OBITh 1 HOp-
manbHEIM. O6Hapyxenune Ha DKI' yBenvuyenua amrim-
Tyael QRS, ykopouyeHme uHTepBaNia P—(Q 3acTaBiaeT
MPEAMONOXUTh HATHYUE KapIHOMHONATHY. DXOKAPIH-
orpadusd BELIBIMET PaCHIMPEHHE JIEBOIO KEIyHOYKa,
Kak v 1py Bcex Ipyrux MHOIATHSIX, CHUXeHWe Gop-
CHpOBaHHOM XH3HEHHOH eMKocTu Jerkux (OXKEN)
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OPUIrNHAJIbHbLIE CTATBU

HACJIEQCTBEHHBIE BOJIE3HH

Tabauya. Kunpdeckasn cHMIITOMATHKA Goiesan ITomme ¢ paHHIM U O3THIM Je00TOM

Boiesnn [MTomnie ¢ paHHUM 1e610T0M

Bonesus [ToMite ¢ TO3IHUM He010TOM

OHOpHO-I[BI/IFaTeJ'ILHaiI CUCTEMA

Tsxenas, BEICTPOHAPACTAIOLIAS MBILIHEYHAS C/1a00CTh
TeHepanu30BaHHAS MBILICYHAS TUIIOTOHUS (CHHAPOM «Bl-
J10TO pebeHKa)

3amepxKa IBHTaTeIEHOTO Pa3BUTHA

)IbIXB.TﬁJIBHaH CHUCTEMA

YacTale HHOEKIMH THXATENBHBIX CHCTEM
JrixateqpHas HEIOCTaTOYHOCTD

HapymeHns IrIxaHus BO CHE

CMepTE OT CepIeYHO-TerOYHOM HEIOCTATOYHOCTH

CepeyHo-CcoCyTUCTAA CUCTEMA

Taxenas kapauoMerammsi 1 KapTAOMUONaTHs
CepaeuHas HEIOCTATOYHOCTE

I mIE¢BapyuTEIbHAA CUCTEMA

IIpofnemMpl Ipu KOPMIICHHH
Tenaromeraima
CrreHOMETaTHs
Makpormoccus

Hapacratoimast cnabocts MBIIIL TYJOBHIIA ¥ HOT
HapyuieHue moxouKe
3aTpyaHeHUs NPH MOLBEME T10 JISCTHULIE
Tlamenus uz-3a npobyieM ¢ KOOpAHUHALUEH
«KphUIOBHIHBIES JTOMATKKA
bosns B MBIIIIIAX

JpixaTenpHas HEAOCTATOYHOCTH
OptonHo3
Onpiika 1mpH Jerkoit pusndecko Harpy3ke
NHpexiun nbxaTeTbHBIX TYTEH
JHeBHAA COHIIMBOCTh
Y1penHss ronosHas 6016
HouHas rumoBeHTHISLMS

CHMIITOMBI BCTPEYAIOTCA PEAKO

3aTpyAHEHHE TIPH KEBAHUY, OBICTPAS YTOMIISIEMOCT KeBa-
TENBHBEX MBILIEL
3aTpyaHeHMS INOTaHHA
Inoxas npuGaBka B Macce,/IOTEPS MACCH

IPH CIHPOMETPHU YKa3hIBAET HA PECTPUKTUBHYIO [THI-
XATEeJIbHYI0 HEJOCTATOYHOCTh; IIPH 3TOM IIOKa3aTen
@KEJ B r1oM0XeHIH MTALIHEHTA JIeXa XyXKe, YeM B II0JI0-
KEeHUU CHOA.

Hoctratrouno uMHGMOPMATUBHBEIM METOOOM HMCCIIEH0-
BaHusg Ipu bonesHu Ilomme SABASETCSd MarHUTHO-PE30-
HaHcHas ToMorpadua (MPT) mermar. MPT B pexkumve T1
TIO3BOJISAET OIEHUTH TPOGUKY MBINTI ¥ BHISABUTD CIIEIIM-
dmveckue obracTy, TAC MBILILA TOABEPrHYTA HUOPO3HO-
KHPOBOH NeTeHEPaIUU, YTO XapaKTEPHO T MLIETHBIX
puctpocuid [7].

Hccnenopanue MBIIEYHOTO OHONTATa JOJIIOe BpeMs
CYUTAIOCH OCHOBHBIM METOJOM AMArHOCTUKH OOJIe3HU
ITomne. Buorcus 00HAPYXWBaeT BaKyOJIbHYIO MHOIIA-
THIO THM30COMAaJbHOM IPUPOABI, a TAKXKE HAKOILICHHE
TIMKOTeHa, MOATBepxkKIaeMoe IoioxuTensHod HIMK-
peakumeii. OMHAKO JTOCTATOYHO YacThie CIy4au JIOXKHO-
OTPUIATEIHHBIX PE3YIIETATOB, 10 MHEHHIO PS/ia aBTOPOB,
TIOHUBIWIN THATHOCTUYESCKUM PEUTHUHT FUCTOJIOTHYECKO-
TO WCCIeAOBaHUsI, HO IIPH 3TOM OHO COXpaHSAET CBOIO
aKTyalbHOCTD B paMKax JuddepeHIMaNbHOTO AMATHO3a.

B ocHoBe 6GMOXMMWYECKOM AMATHOCTHKN OoJe3-
o1 JloMIle JIeXXWT omIpeneiceHHe AaKTHBHOCTH KHC-
JIOW  0-1,4-TTIOKO3MAA3bl € IOMOIIBIO  €CTEeCTBEHHBIX
WIN CHHTETHUYECKUX cyOCTpaToB B KHUcHoi cpene. Cuu-
TAKOT, YTO AKTUBHOCTH KUCJION O-1,4-TI0KO31UIa3kl y pe-
6eHka ¢ 6onesnpio [Tomme Himke 1%. OmHAKO YCTAaHOB-
JIEHO, YTO CTeleHb CHIDKEHWs aKTHBHOCTH (hepMeHTa
MeHee BhIpaxkeHa Y IOAPOCTKOB M B3pocibix uil. Cremy-~

€T OTMETHMTD, YTO KOPPEJISIUY MeXIy (hepMeHTaTUBHOM
AKTUBHOCTBIO W TSDKECTBIO KJIMHUYECKOH CHMIITOMATH-
KW, TIO JAHHBIM HCCIIeIoBaTeNell, He oOHapyxeHo [1].

B niocnenHee BpeMsi MPEUMMYINECTBO OTHAETCS (ury-
OPOMETPHYECKOMY  METONY  OIpeleseHusa  KUCIOi
0-1,4-TMI0K031/1a3b], KOTOPHIN OTIMYAIOT BBICOKAS J0-
CTOBEPHOCTh W HEHHBA3MBHOCTb. AHANM3y IIOMICKHT
npoba KpOBH, HAHECEHHAS HA MPOMOKATEIBHYIO OyMary
BBHIe KaIUIM JTUaMeTpoM 3MM (Tak Ha3bIBaeMBIH Me-
TOJ CYXOTO KPOBSHOTO TIATHA, OT AaHTTIMHCKUX CIIOB «dot
blood sample», DBS), ¢ mocnenyionuM dbayopoMeTprude-
CKMM aHaimu3oM [8, 9].

Jo HemapHero BpeMeHU Tepanus Oone3Hu [lomre
OTpaHUYUBANIACE TONLKO CHMIITOMATUYECKUM JICUEHH-
eM W npodwIakTHKON ocnoxHeHui. Tak, Ing npemno-
TBpallleHHUs HAeMUHepalM3alldd KOCTeH, XapaKTepHOoi
s 6onesnu [omre, naimeHTaM HazHayauch rpemnapa-
THI KaJIbIIHS 1 OJHeTa, o0orameHHas KaapnueM u ocdo-
powm [10].

B HacTosiliee BpeMsl OCHOBHOWM YHOp Henaercs
Ha BO3MOXHOCTH  TlatoreHeTHdeckoil hapMakortepa-
nuy. Ha ceromHaimHuit IeHb 3aMeCTUTeIbHAs SH3MMO-
Tepanus PeKOMOWMHAHTHHM (depmeHToM Maito3aim®
(anrmoxosugasa aibha) ABISIETCS €TUHCTBEHHBIM J0-
CTYIMHBIM cIoco6oM JiedeHusa OonesHH, OHOOpEeHHBIM
MEXAYHAPOOHEIMH ~ MERMIIMHCKIMHM  COOOIIECTBAMM
CIIA u Esponsi B 2006 ©. B Poccuu mpenapar ObUI 3ape-
ructpupoBaH 31.10. 2013 r (perucTpallHOHHEIM HOMeEp:
JIT1-002290). MexnyHapoaHOe HelaTeHTOBAaHHOE Hall-
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MEHOBaHUE JIEKAPCTBEHHOIO mpenapara — AJIDIIOKO3M-
nasza anbga. [IpUHLIMIT 3aMeCTUTENbHOM SH3UMOTEPAITHHI
COCTOMT B 3aMeIIEHUH in situ HegocTaloInero dpepMeHTa
KUCTIOH d-1,4-TMI0K03MIa3bI TIMKOIPOTEMHOM, CO3NaH-
HBIM IIpM IOMOILUM TE€HHOW WHXEeHEpUH. BremeHHBIH
BHYTPUBEHHO 3aMECTHTEIbHBIN ITTMKOIPOTEHH COEIH-
HSIETCSI C KATMOHHE3aBUCUMBIMU DETENITOpAaMH MaHHO-
30-6-hochara, KOTOPEIH 0OECEYnBAET €r0 BHEAPEHME
B JII30COMY.

Bonee sddexTuBHEIM 1T YesioBeka okasanca dep-
MEHT, TOIYYCHHBIH IIPU CHHTE3¢ SHIHNKAMHI KHTAKCKIX
XOMSIYKOB, ¥ MMEHHO OH ObIT peKOMEHTOBaH IS KIIH-
HHUYeCKOTO HCIIOIb30BaHUs. Pe3ynbTaThl uccienoBaHui
HAa XMBOTHHIX ITO3BOJIWIM OIPEHENIHTh ONTHMAIBHYIO
JUIS 9eoBeka A03y Iperapara — 20Mr Ha 1Kr Macchl
Tena, BBOOUMYIO BHYTPUBEHHO 1 pa3 B 2 Heq.

OcHOBHOTI 3a1av9eil 3aMeCTHTETRHOM SH3UMOTEPAIINH
SABJISIETCS coXpaHeHre (DYHKIHMOHATBEHBIX BO3MOXHOCTEHN
MaLuyeHTa ¥ MpohWIaKTHKA TOBPEXKIEHMN OCHOBHBIX Me-
XaHU3MOB MeTabonm3ma kieTku. lannpie 06 b dekTHB-
HOCTH 3TOT0 BHIA JIEUSHUS U3BECTHEI VK& HECKOJIBKO JIET,
HauynHas ¢ 2010 . BepkrBaeMOCTh — INIABHBIN ITOKa3aTelhb
3¢ dexTHBHOCTH JNieUeHWsI TAWeHTOR. Ilpu ecTrecTBeH-
HOM TeueHuu 6oe3Hu [ToMIre ¢ paHHEM Ae0I0TOM CMEPTh
OOBIYHO HACTYITAET, KAK YKE OTMEYAIOCh, B TEYEHHE IIEP-
BOIO TOfla XM3HHM peGeHKA, BTO BpeMs KaK IIPH HAa3Ha-
YEHUU 3aMECTHUTEIBHOM DH3UMOTEpANMM Bce OOIBHEIC
33 TOT K€ CPOK OCTAJIMCh XUBHI [11]. V GonpiuuHcTBa I1a~
LIMEHTOB B PE3YJIBTATE JICYCHMA OTMEUEHO VIIYIIIeHHE MO-
TOPHBIX (PYHKLMHA, OTCYICTBIE HEOOXONUMOCTY BEHTIIS-
MOHHOI MOAIEPKKH; GONBLHBIE CMOIVIM OCBOMTH HABBIKHU
CHUJICHWS, CTOSIHUS, a TAaKXKe XoAp0bl. Bee McciienoBaTenn
eNUHOMYITHEI B TOM, YTO YeM paHBIEe HAYATO JEeUYCHHE,
TeM BhULIE ero addextuBHOCTE [12, 13].

OCHOBHBEIMH ITapaMeTPaMH ONEHKH 3(hHEKTUBHOCTH
3aMECTUTEILHON SH3UMOTEpAITHH ¥ MAIIMEHTOB C IT031-
HUM HavaJloM GOJIe3HH OBUIH 6-MHUHYTHEIH TECT XOHb-
661 u @XKEJ] B nomoXxeHnH HalueHnTa cunod. JONOIHM-
TEXbHBIE KPUTEPUM BKITIOYATH OLIEHKY CUJIB CKENETHBIX
MBIIIIT, ABUTATEIBHBIX MYHKITUIH TPH X0Ab0E IO TeCTHH-
ue YolToHa; uccaeloBaHue OUOXMMMYECKIX T1apaMeTPOB
(ypoBeHDb KpeaTHHGMOCHOKHMHASE! B aHTUTEN K PEKOMOM-
HaHTHOMY (PepMEHTY), OLIEHKY KadecTBa XI3HHU. Pe3ynn-
TaTHI IIOKA3ANH CTATUCTUYECKH JOCTOBEPHOE YIIYIIICHHIE
OCHOBHBIX IIapaMeTpoR [ 14].

BosmoxHEI mOOOUHBIE peakiuH Ha BBeneHUe (ep-
MEeHTO3aMellawolero mnpemapata Maito3aiiM®, Bonb-
IIMHCTBO IOOOYHEBIX PEaKiMP HOCWIO JIETKWM Xapak-
TE€p — TOJIOBHAs O0JIb, MECTHBIE KaTapaJbHbie SIBJISHS
CO CTOPOHBI HOCOBOH IIOJIOCTH M IJIOTKH, MOKpacHEHHE
JIMLIA, KPAlMBHUIA, TUIIEPTHAPO3, OIIVINEHUE <«CTEC-
HEeHHS BTPYIH», IOBHIICHUE WIH CHIDKEHWE apTepu-
ATLHOTO JABIEHMsI, PBOTA. TSXeNble peaklid — aHa-
dbwiakcus — ObUIM 3apeTMCTPUPOBAHBI B €ITHWYHELX
ciayyagx. OmuH ciaydail JIeTaTbHOTO MCXOAa OT Hapyllie-
HUSA MO3TOBOIO KPOBOOOpallleHHUs OBUI OOYCIOBIEH ap-

TepUOOA3IWIAPHON aHEBPU3MOW, AMATHOCTHPOBAHHOMN
ellle NPy XKU3HU ITallHeHTa.

Jo TeqeHNs HU y OAHOTO GOABHOIO He OLUIO BELABIIE-
Ho cnenuduieckux IgG anTuren k depmenry. OgHako
Ha doHe Tepanuy OHH OBUIN 3apPEeTHCTPHPOBAHBI BO BCEX
0€3 HCKMIOUeHHST CIyYasIX CO CPEAHMM YpPOBHEM TH-
Tpa anTHTeN 1:6400 M pas6pocoM mokaszarened ot 1:200
Jgo 1:819 200. He ynamochk BBISSBUTH CBSI3H MEXIY TH-
TPOM aHTUTEN M ABUTATETHHOM CIIOCOCHOCTHIO MAIlHeH-
Ta, ONpEAEIIeMOl ITO ITOKA3aTeNsAM TeCcTa G-MUHYTHOMR
XOIBOBI ¥ pesyneratoM uccnenosanust OXKEI [15].

119 CBOEBPEMEHHOTO TIPEAOTBPAILEHUS BO3MOXKHOMA
aHaDWIAKTHYIECKOH peaKIliui 3aMEeCTHTEIBHYIO SH3UMO-
TEPanHi0 PEKOMEHIOBAHO TIPOBOAMTE C COOMIONEHHMEM
MaKCHUMAaJbHBIX Mep IIpemoCcTOpoXHocTh. HavannHas
CKOpPOCTh BBEJCHUS MNpenapaTra He I0JDKHA IIPeBHIIaTh
1 MP/KT B 4ac, ¢ IIOCIEIYIONAM YBEJIMISHHEM Ha 2 MI /KT
Byac kaxaele 30 MHMH, J0 MaKCHMAJBHO IOITYCTHMOI
CKOPOCTH BBEIIEHHS 7 MI'/KT B 4ac.

Bo ®pannmy nepern jge4eHEM 00SI3aTEIbHBIM CYHTA-
€TCSI BHECEHUE MTAITUCHTA B PETHCTD C ITOCNIENVIOINM IIpe-
OCTABIECHMEM KaXIble 6 MeC CBEIESHMM O €10 COCTOAHNIH.
ITo narHBEIM MexmynaponHoro peracrpa 6osesau Iomie,
B rrepuoxn ¢ 2004—2009 r1. B perucTp GRUIM BHECEHBI CBe-
nenud o 742 manyeHrax, npraemM 520 (70%) 13 Hux uMenu
6onesnp [lomiie cmozaHuM AeCIOTOM; 3aMECTHTENbHAS
SH3UMOTepanua ObUla HasHaueHa 548 (78%) GOILHEBIX.
K coxanenvio, BTpeCTaBlIeHHON 0a3se HAHHBIX OTCYT-
CTBYIOT CBeIeHUS 00 3hheKTHBHOCTH H [IEPEHOCUMOCTH
JIEYeHHs, 2 TAKXKe TedeHuu Gone3Hu [16].

B cBSI3M € peAKOCTBIO IIATOJIOTHMH, IUIOXUM 3HAHU-
€M 3TOro 3a00JIeBaHUS BpavyaMH, ero (GeHOTUIIMYECKUM
CXOACTBOM C HEPBHO-MBIIICYHHIMU OONE3HIMH, MCKIIO-
YUTEJBHON BaXXHOCTBIO CBOEBPEMEHHOM IHMATHOCTHKU
M KpaiiHel Heob6X0IMMOCThI0 Haubomee paHHEro Hadala
IIAaTOT€HETHYECKOM Tepalmuy TIPUBONUM KIMHMYECKOE
HabMIOfeHNEe C OIUCAHUEeM TAKTHKH THATHOCTUKHM U Je-
YeHUs DONIe3HU HAKOTUICHW rimKoreHa, Turl 11 (GonesHn
ITomne) y neBouku 10 ner.

IIpo6ang K. 10 ner noctynuia B KIMHUKY BIIEPBHIC
¢ XkanobaMi Marepu Ha NedHIIMT MAacChl Tela, Hapylle-
HHE MOXOAKH, OOJTM B HOTax, HEBO3MOXKHOCTE CAMOCTO-
ATeJILHO CECTh M3 ITOJMOXEeHHS fieXa Ha ciuHe. Briepsrie
HapyllleHHe TTOXOAKM ObUIO 3aMEYeHO B Bo3pacTe 9 Jiet,
TIoCJIe IIEPEHECEHHOM OCTPON PECITMPATOPHOM BUPYCHOM
vHbexuMu. o 5TOTO BpeMeHH JeBOYKA YCHELIHO 3aHU-
Manack TaHUaMu. HeonHokpaTHble obparmeHust Marepu
pebcHKA K BpayaM II0 MECTY XKUTENbCTBA ObUIM 6Gespe-
3yJIBTaTHEIMU. IlennaTpbl M HEBPOTIATONOTH CYUTAIH Pe-
6eHKa 300pOBBIM, U BCE XKaTOOBI MaTePH OTHOCHIM K €€
danTasun. OTCyTCTBrC MEQUIIMHCKOM ITOMOIIH II0 MECTY
KUTEILCTBA 00YCAOBIIIO HEOOXOIUMOCTE IIPUE3NA CEMBHA
B Mocksy 1 oopamenust B MHW U neguaTpuy ¥ JeTCKOM
XMPYDPIHUH.

Ilpy aHaNM3e PONOCIOBHOU YCTAHOBAEHO (pHC. 1),
YTO AEBOYKA OT MOJIOMEIX H 3T0POBEIX DOINMTENEH, TAKLIER

POGCCHCKNI BECTHVIK NEPUHATOIONAW U TNTEAVATPAU, 4, 2014




OTH T
i1 _—(‘}

B - | =N
111 45 ..
1 &

Puc. 1. ®parment ponocnosHoli pedenka K. ¢ Gonesnyio Hakorwe-
1 pwkorena, Tn 11 (Gonesns Ilomme).

1, 2 — oBKosormueckoe 3abonenanne; I, 4 — TybepKyies yer-
xux; I1, 4 — 6pormxuanbHas act™a; 111, 3 — npo6aHa ¢ Goe3HbIO
Mowmme; 111, 4 — Gonesus [Momre; 111, 5 — GporxuanbHad acTMa.
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10 HAMOHANEHOCTH, YPOXEHIIEB OJHOIO Cella;, OTHAKO
KpOBHOE POICTBO YCTAHOBUTE He yAAI0Ch. CTANO U3BECT-
HO, 4TO JIBOIOPOJIHAS cecTpa IpobaHIa MMelia IPU3HAKA
[IpOrpeccUpyIoLIell MBIIIEYHOH cIaboCTH, IepecTana ca-
MOCTOSTENILHO XOIWATh M YMEpJia CKOPOIIOCTIDKHO B BO3-
pacte 25 JieT.

PeGeHOK OT TpeTheil OIarompUsaTHO YPOTEKABIISH
GepeMEHHOCTH, BTOPEX (H3HOIOrHIecKhX poaos. Ilep-
Bas GEpEMEHHOCTD Y XXCHIIMHBI 3aKOHYIIACh POXKIECHN-
eM 3J0POBOTO MabYHKA, KOTOPOMY B HACTOSIIEe BpeMA
16 ner; BTOpas — MEOULIMHCKEM abopToM. Y AEBOYKH
TIPH poxKIeHAM Macca Tea 3260 T, mmuHa 51 cM. PaHHui
HeOHATATLHBIH MEPHO IPOTEKaN 6e3 OCITOKHEHUH.

[Ip¥ IOCTYIUIeHMY B KIIHHUKY oOpamam Ha cefs
BHUMAaHME cieayone deHoTUIIYecKue 0CO0EHHOCTH
TIpo6GaHa: oYeHb HU3Kast (HIDKe 3-TO IEPIEHTIIIA) Mac-
ca Tena (29Kr), acTeHMIECKOe TEIOCAOXEHNUE, CKONH03
TPYIOIOSICHMYHOTO OT/eNa [T03BOHOYHHUKA 1-ii cTenenu,
IPONOILHO-TIONEPEYHOE IUIOCKOCTOIME, THIIEPTPHXO3
HA KOXe B OONAacTH CIIHMHBI, THIEPMOOIILHOCTE KpYIl-
HBIX M MEJIKIIX CYCTaBOB, He3HAYNTENbHAS THIEPTPOdIs
MBIINI TONEHeH (puc. 2).

Tlcixuueckoe pasBUTHAE AEBOYKU COOTBETCTBOBAIIO
Bospacty. OCMOTp HEBPONATOJIOra KOHCTATHPOBAT YMe-
PEHHOE CHMXEHHNEe MBIIICYHOTO TOHYCA B KOHEYHOCTSIX,
OTpaHUYeHHE THUIBHOTO CTHOaHMS B PABOM TOJICHO-
CTOITHOM CYyCTaBe IIPH OTCYTCTBUM OrPAHNYCHIS [TaCCHB-
HEIX OBIDKEHHWH B PYKax MU JIeBOM HIDKHEH KOHEYHOCTH,
HEBHICOKVE CYXOXWIEHBE pediekcH Ha 00eMX pyKax,
TOPNHAHBIE KOTeHHBIE Pe(IeKCE! IPH CHUKEHUH aXwil-
JIOBBIX ¥ NTofiolBeHHEIX, D=S. [Tp1 BCTaBaHUH U3 OJIO-
KeHUs JIeXa UCIONb30BANTA OTHENbHBIE BCIIOMOTATENhb-
Hile mpremMbl. Crila MBI B KOHEYHOCTSX JOCTATOYHA,
HO MMeJNTACh CTABOCThb B aKCHATBHON MyCKyJIaType (MBIIII-
1ax mew u Tyrosuina). IIpu xonrbe oTMedascs Herpy6o
BBHIDAXEHHBIA CTenmnax, ObUIa HEBO3MOXHOM xomb6a
Ha narkax. B nose PomGepra ycroifumsa, TalbIeHOCO-
ByIO ITpo6y BEITONHsUIA 9eTKO. HapyiieHuii yyBcTBUTEIB-
HOCTH He 3aperucTpupoBano. OTKIOHEHUH B QYHKUMH
TA30BbIX OPraHoB He OTMeueHO. OKyJIMCT [ATOJIOTHH
He BBEIABUI.

Ha snekTpo>Hueda-
JIOTpaMME  SIHIIPU3HAKOB
¥ 0YaTOBBIX HapyIecHuH
OHOTEKTPIUYECKON ax-
TMBHOCTH TOJIOBHOTO MO3-
ra  He 3aperuCTpUpOBAHO.
IIpHu 3MeKTPOHENPOMHO-
rpaduy BHIABIEHO ITOpaXe-
HYie Ha MePBUYHO-MBIIIEY-
HOM YPOBHE.

MPT TIOACHAYHO-
KpPECTIIOBOTO OT/ENA [I03BO-
HOYHMKZ IIATOJOTHIECKUX
M3MEHCHUN  He IIoKas3aja.
IIpu MPT ronosxoro Mo3ra
KOHCTAaTUpPOBAaHO YMEpEH-
HOe pacImipeHne OOKOBBIX
XKeJIYTOUKOB.

O6cremoBaHiie cepala
C IIOMOINBIO (HYHKIIAOHAb-
HEIX METOMOB (3JIEKTPOKap-
jquorpacdusi) BBIIBWIO He-
3HAYUTEILHYI0O CHHYCOBYIO
TAXUAPUTMHIO € YacTOTOH
CepIeYHBIX  COKpallleHUH
80—97 B MHHYTY, OTKIO-
HeHHe 3AEKTPHIECKON OocH
BJIEBO; 3aMeUIeHe BHYTPH-
XeJIYIOIKOBOTO  IIPOBEIE-
HHUS, CHHAPOM DaHHEN pe-
TIOIIPU3ATHA KeTyJOUKOB.
ITo maHHBIM 3XOKapauorpa-

OPUITUHAJIbHBIE CTATbU HACJIEQCTBEHHBIE BOJIESHU

Puc. 2. Nepouxa K., 10 xer
¢ Goresnnro Ilomme: actenm-
YecKoe TeI0CI0KeHne, HA3KHe
HOKA3aTeIM MACChI TeJA.

¢dbun ycraHoBJieHa HeOOJb-
[ast TaTays JIeBoro Xxeiayaouka (40,6 MM, ipu HOpMe
39 MM), Ipoianc MATPAJILHOTO KJIAllaHa.

VIIETpa3sByKOBOE CKaHMPOBAaHHE OPraHOB OPIONIHOM
TTOJIOCTH ¥ TI0YEK OOHAPYKIUTO aHOMAJIIIO (POPMEI 1 YBe-
JIMICHHUE KEJUHOIO ITY3hIpsl; PEeaKTUBHEIC WM3MEHEHMI
TIOIDKEITYTOYHOM XKeJie3bl; IIPAaBOCTOPOHHII HEQPOIITOS.
PeHTreHOMIOTMYECKOe HCCACAOBAHUE KOHCTAaTUPOBAIO
He3HAYUTENLHBIA OCTEOIIOPO3, YMEPEHHYIO OCEBYIO Je-
dopmaio koctel roneHei. CriupoMeTpysl CBUACTENb-
CTBOBANA O HOPMAJIBHEIX 00heMHO-CKOPOCTHBIX TTIOKAa3a-~
TENAX.

KormHMUecKye aHaTK3bl KPOBH M MOUH 0e3 U3MeHe-
Hu, BHoxmMudeckiie II0Ka3aTeld, OTpaXalollue Co-
CTOSHHME OCHOBHEIX BHIOB OOMEHa BEILECTB, BBIABIWIH
TIOBBINIIEHME AKTUBHOCTH pAla hepMeHTOB: KpeaTHHdoC-
tdoxunasw (357 E/n, nopma 1o 190 E/x), makratners-
nporeHassl (728 E/n, HopMa 225-450 E/xn), ananuHamu-
notpaHchepass (AJIT — 101 ME/x, Hopma 1o 45 ME/ 1)
u acnapTatamuaoTpancdepasst (ACT — 96 ME/i, nHop-
Ma jjo 40 ME /).

YpoBeHb TOPMOHOB INMMTOBMIHON M IAPAIUTOBNI-
HOM Xeie3 B CHIBOPOTKE KPOBHU COOTBETCTBOBAJL HOP-
MATBHBIM  3HaueHWsIM. IIpoBegeHMe CTaHIAPTHOTO
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[MIIOKO30TOJIEPAHTHOTO TeCTa He OOHAPYIIIO TATOJI0I M-
yeckux oTkIoHeHHI. MlccnenoBanye KpOBU Ha MApKEPBI
renaTHTa Aajio OTPHIATEAbHBIE PE3YIBIATEL.

TakuM 0Opa3oM, Ha OCHOBaHMM Xanob pebGeHKa,
¢cpoKoB MaHudecTalluy OONE3HH U HUX CBASH C Iepe-
HECEHHBIM MHOEKIMOHHEIM 3a00€BaHHEM B IIPOLEC-
ce IadQepeHNMATBEHOTO IHarHo3a HeobXomuMo ObuIo
HMCKIIOYNTh aYyTOMMMYHHYIO, BPOXIEHHYIO M HaCJIeICT-
BEHHYIO IIATOJIOrHI0 HEPBHOM CICTEMEI M MBI,

BospacT mosBieHWS IEPBRIX CHUMITOMOB OOIE3HM
(5—15 net), Hamuare 6OIEBOTO CHHAPOMA U IIPOTPECCH-
PYIOLIEH MBILIEYHOW CTTa0OCTH, IIOBEIIIIEHHE AaKTUBHOCTH
TpaHCAMMHA3 ¥ KpeaTHH(MOCHOKNHA3B B CHIBOPOTKE
KPOBH CBOMCTBEHHEI NOTMOMU03UTY. OTHAKO OTCYTCTBHE
BOCIIAIATENIEHBIX M3MEHEHHI B aHaINW3ax Hepudepuye-
CKOI KPOBH ITO3BOJIWIIO MCKITIOYHTh 3TOT JUATHO3,

TIoBLIIEHHAS YTOMIISEMOCTH, CIa00CTh B KOHEYHO-
CTAX U M3MeHEeHHe IMOXOIKM TUIIMYHEL A5 PACCESHHOTO
CKIIEPO3a — XPOHUYECKOTO AEMUETHHI3UPYIONIEro 3a00-
JleBaHMs ¢ MBOTooYaroBeIM nopaxernueM LHHHC. g pac-
CESHHOIO CKJIEpPO3a XapakKTepHhl TAaKKe IOpaXeHMA
YepelnHBEIX HEPBOB, MO3XKEUKOBBIE PACCTPOMCTBA, IMpa-
MUAHAS CMMITOMATHKA B BUJE NOBHILIEHUA MBIIIEYHO-
TO TOHYCA M CYXOXMIBHEIX pedIeKCcOB, IAaTOIOTHYECKHX
MHMPaMUIHBIX 3HAKOB. OTCYTCTBHE NIEPEYMCIICHHBIX TP~
3HAKOB, 4 TAKXKE OYATOBBIX M3MEHeHUH 110 JaHHbBIM MPT
TOJIOBHOTO MO3ra OKOHYATEJIFHO OIIPOBEPrajio Hajluyue
paccessHHOTO CKIIEP03a Y NEBOYKHM.

Boni BHOrax W HapylleHHe TOXOIKW MOIIH OBITh
CIEICTBUEM HATHYMA ¥ IpobaHIa CHUHIPOMA <«KECTKOM
KoHLeBol HuUTW». OnHako otcyrctBre Ha MPT B mosc-
HHMYHO-KPECTLIOBOM OTHEJIE CIIMHHOTO MO3Ta YTONIIEHIT
¥ YKOPOYEHHs TePMUHAIBHOU HUTH, a TAKXKe HOPMAJb-
HOE pacloJOKeHHEe TePMHUHATBHOIO OTIENA CIIMHHOTIO
Mo3ra y pebeHKa HCKII0Yano 1 3TOT AUATHO3.

Kano6Ll, KOTOpBIe MPeABIBIANA IEBOUKA U €€ PO~
CTBEHHWKHM, B BUIE CHIDKEHMs IepeHocUMocTH OH-
3MYECKOIl HArpy3KH, HADYIOCHWS IIOXOOKH, IPU3HAKH
MBIIIIEYHOH ¢Ia00CTU B OTAEIBHBIX TPYIIIAX MBIHIII,
IMITOTOHUS MBI, HCIIOJIb30BAHUE BCIIOMOTATENIBHHEIX
IIPHUEMOB, CHUXCHWE CYXOXWIBHBIX pe(ueKcoB, Io-
BHIIIEHWE AKTHMBHOCTM TPAaHCAMUHA3 W KpeaTHHGOC-
(OKMHA3Hl B CHIBOPOTKE KPOBH, IIPHU3HaKM HEePBUY-
HO-MBIIIEYHOTO TIOpaXeHWd, 3aperucTpUpOBaHHBIE
110 pe3ynbTaTaM  S1eKTpoU3UOJOIMIECKOIO  MCClie-
OBaHUS, CBHUAETEILCTBOBAIM O HEOOXOHUMOCTH IIPO-
BelcHUA IuGhdepeHIMaNbHOIO ABAarHo3a c mporpec-
CHPYIOIIMMH MBIIIEYHEIMH JUCTPOGUAME ¥ TPYIIION
CTPYKTYPHEIX M OOMEGHHBIX MHomatuit. [ng ucxmove-
HUA 5TUX 3a60eBaHMi OLUIO0 HEOOX0AUMO POBEICHME
GUOTICHH MBIIIEYHOU TKAHH ¢ TTOCISIYIOIINM aHAIU30M
61oMTaTa C IIOMOIIBI0 CBETOBOH W 3JIEKTPOHHOW MM-
KPOCKOTINH.

Mopdonornyeckoe wuccaegoBaHde OWonTaTa MbI-
[IEYHON TKAHM IIpodaHIa He BBLSIBIMIO NATONOIHYe-
CKUX W3MEHEHMI CO CTOPOHEl COCHMHUTENbHOTKAHHBIX

0DOJIOYEK, a4 TaKXKe Hajgudus AaTpodHpOBAHHBIX M HE-
KPOTH3MPOBAHHBIX MBINIEUHEIX BONOKOH. IIpu3HakoB
CTPYKTYPHBIX MMOIIATHII He OOHAapyXeHO. 3aperucTpu-
pOBaHa 3HaYUTEIbHAS BAKYONIM3ANI MBIIICYHLIX BOJIO-
KOH. DJIeKTpPOHHO-MHKPOCKONMYECKHI aHami3 GHomn-
CHIfHOTO MaTepHaa BHEISBUJ 3HAYMTENBHBIE CKOIUICHUA
BHYTPIIA30COMATBHOTO TTTHKOI€HA, YTO CBUIETENLCTBO-
BaJI0 0 Ipy6o BHpPaXKeHHEX MOP(OJIOTMYECKHX MMPU3HA-
Kax 60J1e3HY HAaKOIUIEHMs rmyaKoreHa, v I1.

Takum obpazom, MOpGOTOTUIECKN aHaIN3 OHOI-
TaTa MBIIIEYHON TKAHU IO3BOJIMN UCKIIIOUNTD Y pebeH-
Ka TPYIILY IPOrpecCUPYIONIMX MBIIETHHX TUCTpodui,
aTakkKe CTPYKTYPHBIX MMOIATHH M JUardHOCTHPOBATh
OOMEHHBIE MUOIIATHHM, BIEPBYIO oOYepenb, OOJIEe3HU
HakomwreHud rukoreHa II m'V TUmoB, mpoTeKaroimx
¢ MPEMMYIIECTBEHHHM TOPaXXEHHUEM CKeJIeTHBIX MBI,
OTtcyrcTBME v peOeHKAa MUOTTOOMHYPHH, XapaKTepHOH
UL DINKOTeHO3a V THIIA, OIIPOBEPTaJio 3TOT JUATHO3,
a IaHHBIE SJIEKTPOHHON MUKPOCKOIIMY OJHO3HAYHO CBU-
IETEILCTBOBAIM B NOMB3Y IMIHKOreHo3a 11 Tuna

JIiist OKOMUATESIPHOTO — TIOATBEPKACHUA v IIpobaHna
Oone3sHl HakomleHud woikoreHa, Tan 11 (6omesnn ITom-
ne) GbUI0 HeoGXOMMMO OIpeIeieHHe AKTHBHOCTH KHCIIOH
0-1,4-Tmoko3Mnaskl  BMMGpoLMTax KPOBH W IIPOBENACHIE
JTHK -myarHocTuKy Tatonori (TIOMCK MyTalliid B reHe
GAA). AHATI3E! BBIIOMHSUIUACE B JIA00PATOPUN TEHETUKH Ha-
CJIeCTBEHHLIX Dosesnelt ooMeHa Bermects MTHIT PAMH.

B mpolecce  MCCASOOBAHUS YCTAHOBJIEHO, 4YTO aK-
THBHOCTh KHUCIOH 0-1,4-rmioko3mmassl B MuMEpOITUTaX
cocrasisuia 4,2 HMolb/Mr B 9ac (nipu HopMe 13,0—53,6
HMOJIb/MT B 4ac), 4TO B 3 paza HIKe MUHUMAJIBHOTO 3Ha-
YeHH HOPMBL 3aKTIOUUTENILHEIM 3TAllOM AMATHOCTHKU
SBIUTOCH OIIpeieiIeHIe MyTanuii reHa GAA MeTomxoM TIpsi-
Moro cekpeHupoBanus. [TpoaHamn3poBaHsl 19 3K30H0B
(co 2-ro 1o 20-11) reHa GAA. BriApiieHa 3aMeHa IIMIHA
Ha CepHUH B MOJOXEHUH 334 B TOMO3SUIOTHOM COCTOSTHUH
{c.1000 G>A p.Gly334Ser), onucannasa B 6ase JTaHHBIX
1o MytamaM HGMD (puc. 3). Hamune n8yx MUcceHc
MYTalWi, I10-BUIAUMOMY, OOYCIOBWJIO OTHOCHTEIBHO
JIETKYIO CHMIITOMATUKY 3a00JieBaHUS. Y NEBOYKHU Ipa-
KTMYECKM OTCYTCTBOBANUM IPU3HAKK TOPAXEHUS Cep-
TIEYHO-COCYLUCTON M GpoHxosierodHoi cucTeM. PebeHoK

c 1000 G=A, pi5ly3348er

Puc. 3. ®parmerT XpoMarorpaMMsl MpodaHIA ¢ Pe3YILTATAMH
CeKBEHMPOBAHHUA 6-10 3K30Ha reHa GAA.

POCCUACKIA BECTHVK NMEPUHATOJIONN V1 NEANATPAM, 4, 2014 H
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2.

Cemauxuna A.H. u coaem. BonesHs HakorneHns rukoreHa, THII [T (Gonesws [Tomme) y netein

TIOATOTOBJEH K IIPOBENCHHUIO (hepMEHTO3aMECTUTEIBHOMN
TEPATTHY TeHHO-UHXEHEPHBIM IpenapaToM MaiiozaimM®.

Takum 06p330M, IIpaBWIbHAA U CBOCBPEMCHHAA I10-

CTaHOBKa AWATHO3a MODKHA CIOCODCTBOBATH Ha3HAde-
HUIO TATOTe€HEeTHYeCKOU TEpau, npelmTBpama}omeﬁ
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