. IL - iLlE:.:-m b

AKYPHAJ AJS NPAKTUKYIOIIMX BPAYEN
OBb30Pbl » PE@EPATHI » HOBOCTHU




38

KanHu4eckuin pasbop Hay4Horo ueHTpa HespoAorvn

e 3

B cTathe npeacTaBneHo onMcanme Peskoro KMHWUYECKoro Habnogerus — cnyyas GonesHu MNomne ¢ geBioTom 3abonesa-
HUA Ha BTOPOW LEKAAE XU3HN Y XeHWwWHbI 36 neT. MprsefeH KpaTkui 0630p COBpEeMEHHbIX NPeACTaBAeHUM 06 3TMONOrMN
1 natoreHese 3aGonesaqus, ABNSIOLLErOCa B3POCAOH hOPMON rMuKoreHoaa Il TWNa, OCHOBAHHEIX Ha HOBEMLUMX MONeKynsap-
HO-FeHETUHECKMX 1 BUOXMMMYECKIX nccnenosaHusx. O6cyxaaoTes BOMNPOCHI AndPepeHUManbHOR ANarHOCTUKA U TaKTUKN
ANarHoCTUHECKOro NoMCcKa Mpu AaHHOM NM30COMHOM NaTonoriny. OnMcaHsl MPUHLMMLI NaTOreHETUYEeCKOow depmMeHTO3aMe-
CTUTENLEHOI Tepanumn 601e3Hu Momne ¢ NOMOLLKLIO fipenapaTa anrioKo3uaasa o. CnenaH akUeHT Ha Ba&XHOCTV oBCrefoBa-
HVA LIEIeBLIX KATErOPUiA NaLMEHTOB C BOBMOXHO 60/Iee PAHHNM BBISBIIEHMEM CY4aes 3aB0M1eBaHns G Lesbio MakCUMansHo

PaHHEro Ha4ana NaToreHeTUYeCKOro neveHns.

Knzouessie cnosa: nu3ocoMHbie 60Nne3Hmn HakonneHus, Gonests MoMMe C NO3aHNM HaYanoM, depmMeHTonaT1sa, MMOAMCTRO-
s, 3H3UMOIMArHOCTUKA, MONEKYNSIPHO-rEHETUYECKIIA aHANUS, (BEPMEeHTO3aMECTUTELHAS Tepanus, anmioKo3naasa o.

BonesHe Momne (BM) aenaercs penkum {(“opdanHIm”)
HacneacTeeHHbIM 3abonesaHueM, BCTPEYAIOWMMCS B NI0GOM
BO3PacTe, WMEIOWMM ayTOCOMHO-PELIECCUBHBIA MEXaHWaM
nepenayn 1 OTHOCALUMMCA K FPYNe NM30COMHLIX GonesHeit
Hakonnenns. [IpyriuMmn U3BECTHEIMU HAMMEHOBAHWAMM Bl 98-
NAI0TCA Takke “rmvkoreHos Il Tuna” n “neduumT kKucnoi masb-
Tasbl”. UCTUHHAs pacnpocTpaHeHHOCTb 3aBoneBaHmus B Mupe
OCTaeTCsl HEeU3BECTHOW. [lporpamMbl paclIMPEHHOro Heo-
HaTaNLHOrO CKPUHMHIA Ha NPeAMET BLIIBEHUS JIM30COMHbIX
Boneateii HakonNneHus Mo METOAMKe “Cyxoro MsTHA KpoBW®,
npoeoauBiunecs B ABCTPMM U Ha TaiiBaHe, BhisBuny Gonee
BLICOKYIO, YEM OXUAANOCH, PACNPOCTPAHEHHOCTE AaHHOIO 3a-
BonesaHus B 3THX cTpaHax [1, 2]. B HacToswee Bpems opueH-
TMPOBO4HAA OLIEHKA PacNpPOCTPaHeHHoGTH Bl B Mupe oueHm-
BaeTcsi npumepHo 1: 40000 [3]. 3abonesanue Bnepebie Guino
OMUCaHO rosnaHAckuM natonorom MoaHHom Kaccuanycom
Momne (Joannes Cassianus Pompe) 8 1932 1. B cTaTbe “Over
idiopathische hypertrophie van het hart” (“O6 ugvonaTtudeckoii
runepTpodum cepaua”), B KOTOPOH UCCNeAoBaTenk NpeacTa-
BUJI Cly4ail naTronoro-aHaToOMUYECKOr0 MGCNENoBaHNs ABY-

Cepreit Anatonseeuy KniowHukoe - kaHg, Men,. Hayk,
BE/. Hayd. coTp. V HEeBpPONOrvYeckoro otaesneHuss OrGHY
“Hayynblit ueHTp HeBponorim”, Mocksa.

Tatbana BopucosHa 3aropoeckas — kaHA. meq. Hayk,
Hay4. coTp. V HeBponoruieckoro otaenenus GrEHY “Hayu-
HbIW LIeHTP Heeponorun”, Mockea

Cepreii Anekcanaposuy Kyp6aTtoe — spay-reHetuk Bopo-
HEXCKOro 0BAaCcTHOrO KIMHUHECKOro KOHCYALTATUBHO-Ana-
FHOCTMYECKOT0 UeHTPa.

Upuna Anppeesna Kpotenkoea — acnupaHT oTgeneHus
ny4esoil auarHocTuky OrEHY “HayuHbiii LeHTP HeBpono-
run”, Mockea.

EkaTepuna IOpseBHa 3axaposa — fokT. Mes, HayK, 3aB.
naGopatopueii HacneacTeeHHbIX Gonesteii 06mena GrEHY
“Meanko-reHeTUIecKyii HayHbI LeHTR”, Mockaa.

Cepreii Hukonaeeu4 Unnapuoiukun — npodeccop, 3am.
AVPEKTOpa Mo Hay4HoW paboTe, pyK. OTAena uccnepoBaHuii
mo3ra ®TEHY “HayuHblil LeHTp HeBponorun®, Mockea.

Hepsusbie 6 ste3au 272015

MfA FOAaMU paHee yMepLle# 7-MecaqHoi eBO4KM, Y KOTOPON
MpY >KW3HK HApSAAY C CEPAEYHOM HEQOCTATOYHOCTLIO OTMeYa-
Nlack MbllliedHas ¢nabocTs [4]. Um Geina oGHapyxeHa runep-
TpodwMs MAOKAPAA M MaCcCHBHES BaKyONM3aLMS NPaKTUHECKM
BCEX TKaHei, 0COGEHHO CKeNeTHbIX MeILL, U MUOKAPAA, Mpu-
HeM BaKyonu CoAepXany MKoreH G HOPMaNbHOW CTPYKTYPOI.
B nanbeiiiuem nogoGHele KNMHWHECKUE U MOPGONOrMYecKue
ONMGaHNs NEPUDANYECKY MOSBNSNNCH B HAYYHOI IUTepaType.
B 1954 r. G.T. Cori Bnepesie knaccuduumporan B kak rmukore-
Ho3 Il Tvna (B oT/m4Me OT mnKkoreHosa | Tuna — Goneann Mupke,
NPy KOTOPOI FMWKOreH HakaniMBaeTCs NPeuMyLLECTBEHHO B
MeyeHn 1 NoYKax), oaHako nuile B 1963 1., cnycts 30 net nocne
Nepeoro onucaHva 3aboneeaHus, GenbruinckuM BUOXVMMUKOM
TeHpu lepcom (Henri-Gery Hers) 6bu1 0TKpLIT dhepMeHT kucras
manerasa (kucnas o-1,4-rnioko3ugasa) u nokasaHo, YTo B oc-
HoBe BI1 nexuT aenumnT AaHHOro SH3UMA, IOKANMAYIOLLEerocs
B Jn3ocomax [5, 6]. Takum obpasom, Bl ctana uctopuieckn
nepBbiM 3a60NEBAHMEM, OTHECEHHLIM K rPYMIE JU30COMHBIX
GoneaHeit HakonNeHUs, KOTOPas K CeroAHALLIHEMY AHIO HACUM-
ThIBAET Yxe Gonee 50 Ho30NOrUYECKUX oM.

MonekynspHas npupopa Bl n natoreHes 3aonesavvs
Obinm paciumdposaHbl B kOHLE XX Beka, KOMa pasivdHbIMM
rpynnamu uccneposateneii 6uin uaeHTUONLMPOBaH reH GAA,
Jokanuaylolpiica Ha 17-i xpomocome B nokyce 17g25.3
U coCTOAMIA 13 20 SK30HOB, KOAMPYIOLLUMX CUHTE3 KWCMON
0-1,4-rnioko3naassl — Genka, CoCToAWEro U3 952 aMUHOKUC-
nOTHbIX OCTATKOB [7-10]. B HOpME AaHHbIl GEepMEHT KaTanm-
3UPYET OAHY M3 peakuMid PaclLenneHuns mukoreHa, npyu ero
deduyunre NPOUCXOAMT M3BLITOYHOE AENOHMPOBAHNE MIUKO-
FeHa B /IM30COMax PasnuiHbIX OPraHOB W TKaHel, HO npexne
BCEro B CKENeTHbIX MbILLLAX, MUOKAPAEe, MbILUEYHBLIX CIOAX
NPAMOIA KUKV 1 MOYEBOIO Ny3bIPS, MAAKOMbILLEYHBIX KNeT-
kax COCyZ0B, MeYeHW, YTO MPUBOAWUT K NOCTENEHHOMY pas-
BUTMIO CTPYKTYPHO-YHKLMOHANBHLIX HAPYILEHWA B KNETKAX
COOTBETCTBYIOWMX OPraHoE C WX NOcheaylowlei rubenbio.
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B nocneatve roakl 60s1bLW0E 3HAYEHME B NATOrEHe3e KNeToy-
HOW rbenw npu Bl NpuaaeTca HapyLWeruIo OHOM0 13 TUNO-
BbIX MATONOTMYECKMX NPOLECCOB — NM30COMHOMN ayTodarum,
OCYWECTBIAEMON NpW MOMOLLM NTM30COMHON Jerpasaumm,
MMEIOLLEN B HOPME BAXHOE 3HAYEHWE ANA NOAAEPXKaHUS Kie-
TO4HOTO roMeocTasa [11]. K HacToswemMy BpemeHy oncaHo
cebllle 300 myTaumii reHa GAA, GONMBIUMHCTEO N3 KOTOPbIX
SBASIOTCSA NATOrEHHBIMM, NMPUBOSALUMMUN K CUHTE3Y 3H3MUMA
PE3KO CHWXEHHOI aKTMBHOCTLIO A0 1-30% OT HopMmel. Basa
JaHHBIX OGHAPYXEHHbIX MyTauWid reHa GAA [OCTYNHa OH-
naiiH (no agpecy hitp://cluster15.erasmusmc.nl/kign/pompe/
mutations.htmi?lang=en). BOMLLWMHCTEO OMUCAHHBIX MyTALA
BCTPEYAIOTCH B EOMHWYHBIX CY4asX B OTAENBHBIX CEMBSX,
XOT# OnWCaHbl 1 Tak HasbiBaeMble MaXOPHLIE MYTaumK, pac-
MPOCTPaHeHHbIe B 6ONbLLMX Nonynauusx. Tak, cpeaym aetei u
B3POCLIX EBPONEOWAHOM packl HEPEAKO BCTPEHASTCA Crnnaii-
CUHFroBas MyTaums ¢.-32-13T>G (iVS1), npusoaaiwas k cHnxe-
HWIO aKTUBHOCTU hepmenTa no 10-20%, B kuTaiicKom nonyns-
LM ocTposa TalieaHb pacnpocTpaHeHa MyTaupsa ¢.1935C>A
{(p.AspB45GIu) n T4, [12, 13]. MHOrMMKM MCCRemOBATENSIMU
Gbina NokasaHa 3aBMCHUMOGTL BO3pacTa aebioTa 3abonesaqvs,
THXECTU €ro TeYeHWs, PacnpoCTPAHEHHOCTH NATONOMMYECKO-
ro npouecca OT XapakTepa MyTaumwii U CTeneHW oCTaTOYHOM
aKTUBHOGTM KUCNOiA - 1,4-rnokoaungase [11]. BonesHs Momne
3aperucTpuposata B 6a3e paHHbix OMIM (Online Mendelian
Inheritance in Man) nog Homepom 232300.

“ VaeHTndukauus ¢GepMeHTonatu U reHHoro dedekTa
caenasa BO3MOXHOM pa3paboTky METOA0B BUOXUMMUYECKON
1 [AHK-gnardoctukn 3abonesatus. Begyumm COBPeMEHHbIM
METOROM naboparopHoii avarHocTuki Bl sensetcs onpe-
,ﬁ,eheﬁme aKTUBHOCTU (PEepMeHTa KUCNON a-1,4-rniokosnaass
B KPOBM METO[IOM TaHAEMHOW Macc-criekTpoMmeTpim (TMC).
HauBonee yno6HbIM criocobom 3abopa 1 TPaHCNOPTUPOBKM
marepviana oin YICCNeaoBaHns ABNAETCS BLICYLUIMBAHUE NATEH
KPOBM Ha MONOCKaX CneumanbHOi GUALTPOBAEHON Bymaru
(MeToguka “cyxoro nsaTHa kpoen”). JHK-puarHocTvka 3a60-
JieBaHua MeTOA0M NPAMOro CEKBEHUPOBAHUA BCex 20 9K30HOB
reHa GAA npuMeHseTCs B KauecTBe NOATBEPXKAAIOLLEro Me-
TOAA B Cy4asx BO3HUKHOBEHUA Npobnem ¢ MHTepnpeTaumein
Pe3ynLTaToOB 3H3VMOAMArHOCTUKM, @ TakKe MPW NpPoBegeHUN
MPeHaTanbHOW 1 NPeabIMINAHTALMONHON AuarHocTukm BIl.
BcnencTene CnoxHOGTA M OPOroenaHsl IHK-aHanmaa, obyc-
TIOBMIEHHbIX pasmepamMu Kogupyioweii 06Racty reHa n 6onb-
LLUM KOIMHECTBOM OMMCEHHLIX NATOrEHHbIX MYTALIMIA, JAHHBIA
METOA, AWArHOCTUKU JOCTYNEH SLlb CreLuain3upoBaHHbIM
naBopaTtopusam.

B HacTosiwee Bpemst mukoreHos Il Tvna, u3BeCTHbIN Kak
BIl, noapasaenseTcs B 32BUCUMMOCTY OT Bo3pacTa aebioTa 3a-
BonesaHns ¥ 0COBEHHOCTEN KNMHNYEGKMX NPOSIBNEHWI Ha Aga
OCHOBHLIX NogTvna [14, 15]:

* MHdaHTUALHYIO (MnaaeHyeckyio) B (“knaccuueckas” BIM) ¢
mMaHudecTauveis 3ab0NeBaHNsA Ha NEPBOM rOdy XU3HM;

B e e —

¢ Bl ¢ nosaHum Hayanom, obbeamHsioLLyio paHee Bbigense-
Mble HOPMbI C HRYANOM B AETCKOM, IOHOLIECKOM U B3POCTIOM
BO3pAacTe.

HHoanTunsHas BTN - HanBonee Taxenbiit n patansHo npo-
TEKAIOWUIA BApMaHT 3a60neBaHns, xapakTepHON 0COBEHHO-
GThIO KOTOPOr 0 ABNAETCA NOMMOPTaHHOCTh Y NOMUCUCTEMHOCTD
naTonoruu. XapakTepHsl MblLLeYHas rUnOTOHUS (CUHAPOM “Bs-
noro pebeHka”, B aHImoA3bIYHON HayyHOM mTepaType uMeHy-
emblii “floppy baby syndrome”), 3anepxxa MOTOPHOTO pa3eu-
THS, PECIMPaToOpPHAsA HELOCTATONHOCTL BCAEACTBMUE CNaBoCcTy
OBIXaTENbHOM MYCKYNaTypbl, BhipaXeHHas CepieqHas Heno-
CTaTO4YHOCTb Ha (OHE ruNepTPOGUHECKOi KapanoMmonaTum
C pasBMTVEM KapAMOMEraiuu, renatoMerasivs, HapylleHue
FPYAHOr0 BCKApPMNUBEHMSA, YBENMYEHUE f3blKa (MaKpornoc-
cms1). [laHHbIA KIMHWNECKII BAPWAHT OTAMNAETCS HeBRaronpu-
ATHBIM 3N0KAYECTBEHHLIM TeYeHWEM, GOJbHbIE AETV 0BBLIYHO
nornBatoT Ha NepBOM-BTOPOM rofly XU3HW BCIEACTBUE MHTED-
KYPPEHTHLIX MHEKLMIA 1 NErOYHO-KAPANAbHBIX OCHOXHEHWIA,

bonesHb lMomne ¢ noapHMM Havanom aebloTupyeT noa-
Xe, 06bIYHO B IETCKOM W IOHOLLIECKOM BO3PACTE, OfHAKO BO3-
MOXHO Ha4ano 3abonesanus u Ha TPeThel-LecToli aeKaaax
Xu3Hy. MNospHnit nebioT 3abonesaHnst CONPsEH ¢ OTHOCK-
TeNbHO MArKUM 1 Gonee NOGPOKA4ECTBEHHBIM TEYEHWEM, CO-
OTBETCTBYIOLMM HEHOTINY KOHEYHOCTHO-MOSICHOM MbILLEYHOM
AncTpodum. HaumHaetcs 3a6oNesaHne MCNoABObL — PeBEHOK
U NOJPOCTOK OTMEYaeT nosesieHue cnabocTn B Horax, cTa-
HOBUTCA TPYAHEE CTPaBAATLCHA C NPUBLIYHBIMUA (GUINHECKU-
MK Harpyskamu. o mepe nporpeccuposanva 3aboneBaHus
NOSB/IAETCH M NOCTENEHHO HapacTaeT MblledHas cnabocTb,
BO3HMKAIOT 3aTPYOHEHUs NPW NOABEME MO NIECTHULE, BCTaBa-
HUWM C KOpTOUEK, BecnokoaT GONM B MbILLLAX CMIMHLI U KOHEY-
HocTeid. MocTeneHHo NPUCOEANHAIETCA OABILLIKA NIPY HE3HAYY-
TENBHOW (ranyeckoit Harpyake. Mo Mepe NporpeccupoBaHns
3ab0neBaHNs GYLLECTBEHHO M3MEHACTCS NOXO/Ka, BCE Gonee
HaMOMUHAIOLAN TUMUYHYIO MUONATUHECKYIO “YTIHYIO” NOXOM-
ky. Mpu BCTaBaHMM C KPOBATY, KOPTOYEK NALWEHT NPUMEHSET
“MuonaTMYeckme” NpMemsbl CamonoMoLLy, K npumepy, BCTaBa-
Hie BONLHOTO C KPOBATM U3 NONOCKEHWUS NEXa Ha CIIMHE NPo-
MCXOZMT “NecTHNYHLIM™ cnocoGom (npnems Mosepca) — nyTem
noc/ea0BaTeNbHOMrO NOBOPOTA Ha XMBOT, BCTABAHWS HA YETBe-
PEHbKK, PasrubaHna HOr B KONIEHHBIX CyCTaBax, yOoepXMBasCh
pyKamu 3a roneHu, HakoHeu, BRINPAMAEHUS TYNOBMLLA C YrO-
pom pykamu B Benpa. Beneactsue cnaBocTi AbiXxaTensHON
MYCKYNaTypbl Pa3BuUBaeTCa PECrMpaTopHan HegoCTaTO4HOGTb,
noHa4yany BbiABASEMAs MWL NPW UCCNELOBAHWMN (BYHKLIMK
BHELIHEero AbixaHua (cnuporpadum). lMposenenus cepaey-
HOM HepOCTaTOMHOCTM NpK nosgHemM aebioTte Bl BCTPEYAIOT-
CSl 3HaYUTENLHO pexe, YeM MPU UHGaHTUNEHON dopMe 3a-
BonesaHus. OTAENLHLIE MBILLLEI W LENbIE MbILIEYHBIE FPYMbI
NPEeVMYLLIECTBEHHO NOSICOB BEPXHUX U HUKHUX KOHEYHOCTEWN
arpodUPYIOTCa 1 3aMELLAINTCA XMUPOBOI TKaHbIO, y naumeH-
TOB CYLLECTBEHHO CHWXaeTca macca Tena. [pu AMTensHOM
TeveHun 3a601eBaHMs CTPAAAIT OPOMAHANBYNAPHaNA MycKy-
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Puc. 1. KomneloTepHas To-
morpadus Gefep v roneHeil.

natypa u apyrve MUMWUYECKMe MblLLLI — NauMeHTsl Ha4ynHa-
10T UCMBITEIBATL TPYAHOCTU NPU NEpEXEBLIBaHUM MUK, F10-
TaHWu, NOTLITKE BBIBECTM U3 MONOCTYU PTa A3bIK, MOCBUCTETD
" T.8. XapakTepHa CKNOHHOCTb K PA3BUTHIO MHEKUMIA BEPXHUX
W HUXHMX ObiXaTesibHbix nyTel. MNaumMeHTsl, UMeowme aHHLIN
KJIIMHUHECKWIA BapuaHT Bll, MOryT XWUTb HECKONIbKO AecaTvne-
TWUIA, CMEPTb HAcTynaeT 00bI4HO Ha GOHe ABNEHWI abXaTenb-
HOIN HEJOCTaTOYHOCTHA.

B MMPOROI HayyHOW nuTEpaType B NocnegHue rofbl Ha-
GniofaeTcs pocT Ymcna nydénmkauuii, nocesileHHbx BMN. Mexee

-IBYX NET Ha3ag KuHM4eckoe HabnogeHue BiT ¢ no3gHum Ha-

4anom BNepBLIe NOABUIOCH B OTEYECTBEHHOW AnTepartype [14].
Mpveoaym coBCTBEHHOE HAGNIOAEHWE KIIMHUYECKOro
cny4as Bl ¢ ncagHum Havanom.
- .. MaumenTtka T., 36 fnet, nocTynuna B V HEBPONIOTMYECKOE
otaeneHve GrBHY “HayyHblit LEHTP HEBPONOrMKU® ¢ Xasno-
B6amy Ha obuyio cnabocTh, HapyWeHWe NOXOAKWU, TRYAHOCTU
npy BCTABAHUW U3 MOJIOXEHWUM CUAA U NIEXa, HEBO3MOXHOCTh
NpUCecTb Ha KOPTO4KK, 6O B MbILWLIAX LWEWN W CMIMHBI, OAbILI-
Ky npu xoobbe, 6onv 1 cynoporn B MeiluLAax roneHei nocne
xopp6bl. VI3 aHamHesa Hacroswero 3aboneBaHusi U3BECTHO,
4TO paHHee PasBUTUE NPOXOAWNO COIMACHO BO3PACTHLEIM HOpP-
MaM, camocTosTensHas xoasba — ¢ 11 mMec, cpeaHiolo WKo-
Jly nocewiana ¢ 7-neTHero BO3pacra, akTUBHO 3aHKManach
CnopToM (rMMHACTUKA), HEOOHOKPATHO 3aHVMana Npu30Bble
MECTa HA CMOPTUBHBIX COPEBHOBAHWSX. MMepBbie CUMMTOMbI
BonesHn nosBuAKcs B Bo3pacTe 15 neT, korga cTana 0TMeYaTb
3artpyaHenus npu Gere, GuicTpol xoasbe, Havyana OTCTaBaTb
B (U3NYECKOM pa3BuTUM OT CBepCTHUKOB. C 17-18 net no-
Tepsna CnOCOBHOCTb BLIMOHATL YNPAXHEHUS C HArPy3KOi
Ha BpiowHoi npecc. C 19-20 neT nosBuAKCh TPYOHOCTY NpU
BCTABaHUW U3 MONOXEHWI C KOpTOoYeK 1 ¢o ¢Tyna. C 22 neT
cTana otmeyats 6onM B nosicHuue. C 25-neTHero BospacTta
nossunnck obwan cnaboctb, OLICTPAs YTOMNSEMOCTh, 3a-
TPYSHEHVA NPY NOObLEME MO JIECTHUUE, B 27 NeT n3meHuacb
NoXoaxa, nosisunack ApabnocTb MelwL, Gegep v Aroaul, cTana
6ecnokouTs ofibllLKa Npy nogbemMe no nectHuue. C 30-netHe-
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ro BO3pacTa npakTUHecku NepecTana BCTaBaTh ¢ KOPTOYek 6e3
Onophbl, CT2N HEBO3MOXEH HaK/OH TYNOBULIA BNEpes, YCUu-
NCb 3aTPYAHEHWs NpY BCTaBaHUM co cTyna 6e3 onopsl, cTa-
Nia pyKamm nepexknafbiBaT HOMM NPY YKIaasBaHWK B KPOBaTb,
MOSIBUINCL 3aTPYAHEHWST NP YUCTKE 3yOO0B, NpvyecsiBaHAn
Bcneacteme cnaboctu pyk. C 33 net noAsMInCs 6011 B MbiLu-
Lax Wew, cranu 6ecnokouTh CYA0POrA B UKPOHOXHBLIX MblLLLIAX
nocne xopsbbi U HE3HAYMTENBLHBIX HArpy30K, NEPUOANYEcKu
OTMEHaioCh NOBLILLEHWE TeMnepaTypbl Tena Ao 37°C, oabll-
Ka NP1 HE3HAYUTENLHOI Harpy3ke, Temn xoab0bl 3HAYMTENBHO
samegnuncs. MaupenTtka obpawanace K HEBPONOTY NG MECTY
XWTENbCTBa, Habnoganack ¢ AMarHo30M “OCTEOXOHAPO3 Mo-
3BOHOYHUKA”. B Mae 2014 r. Bnepsble OblN NOCTABNEH AYarHo3
“KOHEYHOCTHO-NOACHAS  MUOANCTPODMS”, PEKOMEHJ0BaHO
nposefexHue anektpomuorpadum (OMI), naumeHTka Hanpas-
NeHa Ha MPYeM K Bpady-reHeTyKy, KOTOpbIM Bbl10 pEKOMEHZ0-
BAHO NPOBEAEHWE 3H3MMOLMArHOCTMKM Ha 6ase cneupanusu-
poBaHHOi NlabopaTopuM HacneacTBeHHbIX BonesHeli obMeHa
OrBHY "Mepuko-reHeTn4eckiii HayyHbeIA LeHTp”. Mpu npo-
BegeHun TMC BbiSBNEHO 3HAYUTENBHOE CHUXEHWE aKTWUBHO-
CTU Kucnol o-rmokosuaassl 2o 0,34 MxM/n/y (pedepeHcHble
3HayeHuna Hopmbl — 1,00-25,00 mxkM/n/4), 4TO caenano BLICO-
KOBEPOATHLIM AaMarHo3 “6onesHs Momne”. Hanuwume 3abone-
BaHMA ObINO NOATBEPXAEHO B aBrycte 2014 r. npoBeaeHueM
JHK-anarHocTvku — npsimoro cekeeHpoBanus reqa GAA, npu
KOTOPOM Bblnv 06HapYXeHbl M3BECTHLIE MyTaLuK ¢.-32-13T>G
n ¢.307T>G (p.Cys103Gly) B koMnayHA-reTepo3MroTHOM CO-
cTosHuW. Takum 06Pa30M, KNMHUYECKWIA OUarHo3 “rmmkoreHos
It Tvna (BM)” 6ein nocraeneH nocne BUOXMMUYECKON M MO-
NEeKyNsPHO-reHeTnyeckon eepuduxaumn. lNocne yTouHeHus
JMarHo3a nauueHTka obcnenoBanach CTaUMOHapHO B oKTabpe
2014 . v anpene 2015 r. no MecTy XxutenscTea. Nposoannuch
vroneyatas OMI, no3ronMBLIAS BbLIIBUTE MMOAMCTPOGhWYE-
CKWIA NaTTepH HapylueHwit, sxokapanorpadus, npu KOTOPOi
NaTonorNYeCKUX N3MEHEHW MUOKapaa 06HapyXeHo He Bbino.
BonbHOM NpoBefeHo rucTonorM4eckoe uccneposaHue 6G1o-
nTara MblLULL! NEPEAHE-HAPYXHO NOBEPXHOCTM Npasoro 6ef-
pa, BoigBieHa MOPQONorMiyeckas u rMCToNoruieckas KapTuHa,
XapakTepHas Ans rMKOreHo3a, — LTOnNa3Ma MblLLEYHbIX Kie-
TOK MEeCTamu BaKyonu3upoBaHa, B NMEPUMU3UM OTMEYAIOTCA
CKOMMNEHMS XWPOBLIX KNETOK, BOKPYF COCYAOB — MIOTHBIE XM-
pOBLIE CKOMNNEHUA, NPK OKpacke Ha rukoreH (LLUUK-peakums)
BbISBIAIIOTCS PaHYbl UHTEHCUBHO OKPALLEHHLIX BKJIOYEHWIA
rnukoreHa. fanHele cnuporpacdum ot oktabps 2014 1. u anpens
2015 . - XM3HEHHas EMKOCTb IErKKX B Npefenax HOPMb!, B F0-
JIOXEeHWUM nexa nokasatenb GOPCUPOBAHHON XU3HEHHON eM-
KOCTW nerkux cHusuncs Ha 13,3-14%. MauneHTke TakKe npo-
BOOMNACH PEHTIEHOBCKAs KOMMbIOTEpHan TOMOrpagus Mbl,
nosica HWXHWUX KOHeuHocTel, 6edep v ronedein (puc. 1). Boi-
sIBJIeHa CUMMETPWYHasa runoTpodus BonbLwoii U cpeaHeli aro-
OVYHBIX MBI, HaNpAraTens wupokoit dacumm Genpa, scex
MbILWLL MeauansHoW rpynnsl 6eapa, 3a UCKIIIoYEHUEM TOHKOM
MBbILULLI, MBILUL, 38aHEN rpynnb!. MbLiLb! FONEHU MHTAKTHEI.
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Maumentka noctynuna B craumonap PrEHY “HayuHblin
LEHTP HEBPONOFMK™ C LiEMbio A006CAEA0BAHMS 1 OrpeaeneHus
TaKTVKW [anbHefero BeAeHNs, BKIOYas HasHayeH e creuu-
(uueckoit hepMeHTo3aMeCTUTENLHON Tepanuu,

CemeliHbii aHamMHe3: poauTenu NaumeHTKu 300pOBb,
Mmnagwuin 6par CcTpasaeT AeTCKMM LepeBpanbHbim napanm-
4oM. HepBHO-MbILLIEYHAs NaTONOM1s B poay He HaboLanacs.

Hesponoruyeckwii cTaTyc: nauveHTka B cO3HaHUM, KOH-
TakTHa, OPUEHTUPOBaHa NpaBuibHO. MeHUHreanbHLIX 3HAKOB
HeT. MasHbie Wenu, 3pauku CUMMETPUHHBL. [BVXEHUA TasHbIX
6710k B NOTHOM 06beme, HUCTarMa HeT. MiuMuyeckie npoGsl
BBINOMTHAET YAOBNETBOPUTENLHO, CTAGOCTY MUMUHECKOI MYC-
KYnaTypbl He BbiIBNeHO. MMoTakne v GoHaums He HapYLIEHH.
BolBeaeHme s3bika 13 NONOCTM PTa — MO cpeaHel MvHUK. Boi-
SIBNSETCS CNabocTe rpYAMHO-KITIOYUHHO-COCUEBNAHON MbILULbI
C Z1BYX CTOPOH 10 3 Gannos, cnabocTb 3a8HEI rPYMMbl MbiLL
Lien, B CBA3W € YeM O0TMEYAETCS BbIHYXKAEHHAS 11033 FONOBLI C
HEKOTOPLIM HakNnoHoM ee Bnepef. AnddyaHan MbiledHas ri-
noToHWs. Mblwubl Geaep Npu HaNPSXKEHUN HE KOHTYPUPYIOTCS.
OTMeuaioTea yMepeHHbie rnoTpoguN MBILLL MISYEBOro Mo-
1Ca, BLIPDKEHHbIE TMMOTPOGUU ATOAUYHBIX MBILLILL W MbILLL, 6e-
Aep. YMEPEHHO BbIPaXEHHbIA NMPOKCUMANbHLIA Napes B pykax
CO CHKEHWEM CuAbl 10 4 6annos (D>S), rpyGhiia npokcUMarib-
HbllA Napes B HOrax co CHKEHVEM CUNbl A0 1-2 Gasinos, S>D.
CyxoxunbHble pednekcs! ¢ TPEXrNaBoi MEILULBI MIeYa He Bbi-
3bIBAIOTCS, C [ABYITIABOI — CHUXEHLI, CTUNIOPAAUanbHBIA ped-
nexc *u1BoR, D=5, KoneHHble pethnekch He BLI3bIBAKOTCS, aXmil-
NOBbI ¥ NOAOLIBEHHbIE — XMBbIE. [aTonorudeckux pednekcos
HeT. Tloxofika NepeBanv1BatoLLIAsiCs, YCUNEH NOACHUYHBINA Nop-
£,03. Ucnonb3yeT MuonaTuieckue npyueMs! Mpu BCTaBaHui U3
MOROXEHMS nexa, Npu yKiapsisaHuy Ha KpoaTb. Betaeanme ¢
KOpTOUeK ~ “necTHuuHoro” TMna (cumntom fosepca). B nose
PomGepra ycroitumea. ManbLeHOCOBYI0 MpoBY BLIMONHAET
YAOBNETBOPUTENEHO, NATOYHO-KONEHHYIO — BbINOAHUTE HE MO-
XET 13-32 CNaboCTy B HOrax. YyBCTBUTENEHBIX HAPYLLEHWI He
BBIAB/IGHO. KOTHUTWBHBLIX HapyLLeHUil HeT. DYHKLUMN Ta30BbIX
OPraHoB He HapyLUeHkl.

DaHHbie pononHUTenbHbIX MeTonos oGCcneaoBaHus.
Obume ananmabl KposY 1 Mo4M — 6€3 NATONOTMYECKUX N3Me-
HeHwid. B GuoxnMuyeckom aHanm3e KpOBW BLISBIIEHO MOBbI-
wenve AJIT n ACT po 109 v 47 En/n COOTBETCTBEHHO (HOp-
ma - 0-35 En/n), xonectepuna 5o 7,2 MMOb/n (HOpMa — 40
6,2 mMMmonb/n), oblei kpeatHdochokmHasal (KDOK obiLan)
A0 222 En/n (Hopma — 1o 170 En/n), CHUXEHWE MOYEBMHBI 10
1,30 Mmonb/n (HopMa — 1,70-8,30 MMOnb/N) U KpeaTuHUHA A0
41 MKMOnb/n (HopmMa ~ 53-97 Mkmonb/n),

Hronbyaras SMI™: NpU3HaKK reHepann3oBaHHON MbILUEY-
HOW MatonorMn ¢ NErko BbIPAXEHHONM TekyLUei aKTUBHOGCTbIO
NPOUECCa B MPOKCUMANBHBIX MbILLILIAX KOHEYHOCTEM.

YneTpassykosas coHOrpaus nedenn v ceneseHkn: nato-
NOTMYECKUX U3MEHEHW B TKAHW OPraHOB HE BLISBAEHO, NeYeHb
1 CeNeaeHKka He yBennyeHsl.

Puc. 2. MaruuTHo-pesoHaHCHas ToMorpagus Ml Gepep
(a - pexwum T1-BW, 6 - pexum T2-Tirm). 1 - YyeThipexrnasas
Mbituua Genpa, 2 - fByrnasas MeILILA (KOPOTKas ronoaka), 3 —
DByrnaBas MblLILA (AAvHHAs FONOBKa), 4 — NONYCYXOXUnbHas
MbllULa, 5 — NonynepenoHyaTas Melwya, 6 — TOHKash MbILLia,
7 - Gonbtuas NPUBOAALLIAS MbILILA, 8 ~ NOPTHSIXHAS MbILILA.

MarnuTHO-pe3oHaHCHas TOMOrpagus Miiiy besep: B pe-
xume T1-BU (puc. 2a) oTMevaeTcs CUMMETPUYHOE TOTaNbHOE
XMPOBOE 3ameLleHUe HeKOTOPBIX MbIilL, MEAUanNbHON rpyn-
nbt (Gonblwas 1 kopoTkas NPUBOAALUME). TOHKME MBILILLI WH-
TaKTHbl, 6onblIMe Y ANMHHLIE NPUBOAALLME — C HEGOMBLLIMMA
y4acTkamu XMpOBOW UHBONIOLMK. Takke BLIIBNSIETCA npak-
TUHECKM TOTAUTBHOE XMPOBOE 3aMELLEHNE HEKOTOPLIX MbILLL,
3apHed rpynnbl (KOPOTKOW TOMOBKM ABYMMABOHA MbILLLLI, NO-
AYCYXOXMWIBHOW U NONYNepenoH4aTon MeLL), BLIPAXEHHOE
XNpOBOE 3ameLleHne OAVHHOM rONOBKM ABYINABOWA MbILILbI.
BhisBnseTca cnaboe nosbilueHne MHTEHCMBHOCTU MP-crrHana
B pexume T2-Tirm (oTek) oT Beex MbituL, 6efipa, 32 UCKMIoYeHN-
€M MOPTHAXHBIX MbILL, (puc. 26).

MarunTHo-pesoHaHcHas ToMorpagus Mol rofeHed: s
pexume T1-BU NpuaHakor XWPOBOI MHBONIOLUMM HE BbiISBAE-
Ho (puc. 3a). BuiansieTcs cnatoe NOBLILLEHUE MHTEHCUBHOCTY
MP-curnana B pexiime T2-Tirm (0TeK) 0T BCex MbILUILL, (pUC. 36).

Bo Bpems HaxoxaeHus B CTaUMOHAPe NALMEHTKE NPOBO-
Awnace Hecnelnduyeckas HelipoMeTtabonnueckas Tepanus
(o-nunoesas kucnota 300 Mr/cyT BHYTPUBEHHO KanesbHo,
MUNOPOHAT & MAI BHYTPUBEHHO CTPYItHO). MpoBeneH KoHcu-
JMyM, NPULLEAIIMI K 3AKITIOHEHMIO, YTO C LIESbIo Npeaynpex-
AeHus Hen3BeXHOro PasBUTUA KM3HEYrDOXAIOLUMX COCTOS-
HUY — HAPYLLEHWIA ABIXAHUS U IIOTaHKS, a TakKe AanbHeLIero
HapacTaHua GU3MYECKOA MHBANMAM3ALMM NALMEHTKE MO XN3-
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Puc. 3. MaruutHo-pe3oHaHcHas ToMorpadms MbILLIL, FoeHes
(a - pexum T1-BU; 6 - pexxim T2-Tirm). 1 - nepepnsas Gonb-
wiebepLosas MbiLLA. 2 — 3aHsA8 GonbleBepLoBas MbllLa,
3 - AnvHHLIA pasrubartens NanLLes CTonkl, 4 — KOpoTKas Maso-
Bepuiosas MellLsLa, 5 - kKaMBanoBUAHES MbILILA, 6 ~ UKDOHOX-
Has MbILLA (flaTepanbHas ronoeka), 7 — MKPOHOXHAS MbLLLA
(MeananbHan ronoeka).

HeHHbIM NokagaHnaM TpebyeTca nposeaeHNe GpepMeHTo3ame-
CTUTENLHON Tepanuu.

OnucaHHBlii KIMHWYECKWIA Cyyali npeacTaBnsieT CoBow
O[HO 13 NMepBbIX ONKcaHuii Bl ¢ N03AHUM HaYanoM B poccuii-
CKOM MONynaLmy 1 XOPOLIO UANKOCTRUPYET CAOXHOCTY AWATHO-
CTUHECKOro NoncKa fpu faxHom 3abonesaHu. KnuHuyecknii
AnarHo3 naumeHTKe noctaeneH crycts 20 neT nocne nosene-
HUA NEPBbIX KIMHWYECKWX NPOsieneHui 3abonesanuns. Heco-
MHEHHO, OCHOBHAA CNOXHOCTb AMArHOCTUKN QAHHOMO KIWHU-
4eckoro BapuanTa bl 3aK104aeTcs B ero GeHOTUNMYECKOM
CXOACTBE C PacnpoCTpaHeHHLIMKU GOPMamMU ayTOCOMHO-pe-
L8CCUBHBIX KOHEYHOCTHO-NOACHLIX MUOAMCTPOGDUIA. MpusHa-
Kamu, MO3BONSHOLMMU 3aMOA03PUTL HAIMHUE MMEHHO BT y
NaLMEHTOB AETCKOrO, IOHOLLECKOrO U 3PENoro Bo3pacTa, ABNa-
I0TCA XapakTepHOe CoYETaHWNE NPOrPECCUPYIOLLIEH KOHEYHOCT-
HO-MOSACHON MUOANCTPOGUU, opTOneanyeckux aedopmauuii
MO3BOHOYHWKA (nopaosa, kwudosa, CKONMo3a) BCNEACTBUE
CaBOCTN MbILLILL CTIMHBI 1 LIEU C NPU3HAKAMM ANChYHKLMM ne-
4eHu (YMepeHHOe NOBLILEHWE YPOBHS TPAHCAMUHA3, CHUXE-
HUE CMHTE3a MOYEBUHbI, YTO HabNI0AAETCS B PACCMOTPEHHOM
KIMHUYECKOM Cnyyae), YMEpeHHo renaTocnneHomeranuei,
He sBnsioLeNcs, 0aHako, o6aMraTHEIM CUMMTOMOM, MpOoSiB-
NEHNAMY ABIXATENbHON HE0CTATOYHOCTM, NEPCUCTUDYIOLLIMM
Herpy6eiM nosbiwennenm obien KK (ao 1,5-5,0 pas). B ot-
nvane ot Bl ¢ NO3AHMM HauanoM Npu UHPAHTUNEHOM BapUaH-
Te 3aGonesanua ypoeeHb KOK moxeT BospacTaTth B gecaTku
pa3. Mopdonornyeckoe uccnenosaHne MeILLEYHOro GUoNTaTa
MO3BOMAET YCTRHOBUTL NATONOMMYECKYIO 3arPYXEHHOCTb MMO-
UMTOB ITIMKOreHOM 1, Takum 06pasoM, BLISBATL Hanu4ue rmn-
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KOreHosa. KntoyesbiM METOLOM ANArHOCTUKN (“30/10TbIM CTaH-
LapTOM”) ABNAETCH, Kak Y)Xe 0TMEYanoChk BeilLe, onpeaesieHne
8KTUBHOCTW KWUCNOW 0O-r0KO3NIasbl B MATHE BICYLIEHHOM
Kposw ¢ nomowbio Metoga TMC. AHK-anardoctvka sensietca
ZONOSNHUTENLHEIM NOATBEPKAAIOLLNM METOLAOM.

B HacToswee Bpems Habnioaaemas HamMu naumenTka T, ro-
TOBUTCS K Havany fiedeHns MeTofoM hbepMeHTO3amMecTUTesb-
HOW Tepanuw. MNosBReHVe JaHHOro MeToda NeYeHUsl CTano
BO3MOXHO 61arogaps BNeuamnsiolmM JOCTUXKEHUSM Mone-
KYJIIDHOW FrEeHETKN 1 APYTUX GUOTEXHONOMMIA B KOHUE XX—Ha-
vane XXI seka. B HacTosiiee Bpema dupmoii “IxeHaaiim”
(CLLIA), BxoaqLleid B rpynny komnanuii “CaHodn”, paspaboTa
PEKOMBMHaHTHBIA aHanor KWCAoH FIoKO3MAa3b! Yenoseka —
anmioko3ngasa anega (Maitozaiim), TpebyioLwmil NOXN3HEH-
HOrO BHYTPUBEHHOrO BEEAEHUS. [pUMEHEHWe JaHHOro npe-
napaTa no3BonsfeT BOCMONHWTL aKTUBHOCTL JIN30COMANBHOM
KUCTOIA 0-MNIOKO3MAA3bI, YTO NPUBOAUT K CYLLECTBEHHOM cTa-
BUIM3aUMM KNNHUHECKOro COCTORHMA, YRYHLIEHWID BYHKLN
nonepeyHo-NoN0GaThIX MblLLL, BKIIOYAs AbIXaTebHbIE, 1 Kap-
AvoMroLuTos. MNpenapart ycnewHo NpoLen KOHTROAUPpYEMble
KHU4eckue ucnbirauus u 8 2006 1. 3apeructpuposan Food
and Drug Administration (FDA, CLLIA) gns neyenns uHdaHTb-
Hoi opmbt B [16]. B AanbHeliwem 6uin NpoBeeH psg Knu-
HWHECKVX NCCNeAoBaHniA, nokasasinx addEKTUBHOCTL npe-
napara 1 npy bMN ¢ No3pHKM Hayanom. B yacTHOCTM B KAMHUM-
4eCcKoM uccnenoBaHum, nposeaeHHom A.T. van der Ploeg et al.,
B Boibopke 90 nauueHToB ¢ nebioToM 3a60n1eBaHNs B BO3pacTe
cTaplle 8 feT NokasaHo, YTO HEMPEPLIBHOE BBEfEHWE npe-
napara Ha NpoTsXeHun 18 Mec NPUBOAVT K CYLLECTBEHHOMY
YOJIMHEHUIO NPOXOAMMOIA AMCTaHUMK Npu xoabbe W ynyuile-
HUIO BYHKLUMM BHEWHero AbixaHua [17]. B HacToswee Bpems
Maitosaiim npumensercs ans noxusneHHoro BIM ¢ ne6ioTom B
nio6om BospacTe. MpenapaT OTNMYAETCH 0CTATONHO XOPOLLEi
NepeHOCMMOCTLIO, ero 6e30MacHOCTL Takxke AoKa3aHa npose-
JIeHHBIMU  KIMHUYECKUMU UCCNEA0BAHUAMU. EQMHCTBEHHBIM
NPOTUBOMOKA3aHWEM /il MPUMEHEHMA Npenapara ABARETCS
€ro HerMepPeHOCUMOCTE C Pa3BUTUEM aHADUNAKTUYECKUX Peak-
UMiA, NOATOMY KpaiiHe BaXKHO OLeHMBATL COCTOSIHUE NauneHTa
HEMnocpeACTBEHHO nocnie Nepeow nHy3un. MpumMeHeHne npe-
napara MaiiosaiiM npu nosgHei popme B noseonseT 3amep-
7Tk NPOrpeccupoBaHne 3abonesaHns, YAyYWWTL KAYyeCTRO
KU3HW MALWEHTOB U NMOBLICUTL UX BLDKUBAEMOCTb, CYLLIECTBEH-
HO CABUHYTb BPEMEHHbIE PAMK HACTYMNEHWS! BbipaXeHHOI
neBanuamsauuK. lMpenapar BoinyckaeTcs B AMOGUAM3BNPO-
BaHHOM BuAe BO (riakOHax, pa3BOAMTCA HEMOCPeACTBEHHO
nepen NpUMEHEHWEM, BBOAWTCS BHYTPUBEHHO KanenbHO B
Jo3e 20 Mr/kr Macckl Tena nauvenTa 1 pas B 2 Hed. B Poccun
Maiiosaiim sapervcTpuposaH 8 2013 I, 04HAKO OMLIT ero npu-
MEHEeHMs HacuuTbIBaeT Gonee 5 ne, Tak kak ¢ 2010 1. npenapar
NpUMeHsincs B pamkax 61aroTBopUTEILHOMN NPOrpamMmsl.

Takum 06pasoM, Hapsay C HEKOTOPBIMM APYrUMUM NM30-
COMHbEIMY  GONesHsMM HakonneHus (MyKOMoAMcaxapunoab,
GonesHu lowe, dabpn, HumanHa-TMvka Tvna C), npu BN Bo3-
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