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BOIPOCHI AMATHOCTUKU U JIEMEHWIA
OP®AHHbBIX 3ABOJIEBAHUIN. ONTMCAHUE
KITMHNYECKOT O dJIYYHAS TTIMKOTEHO3A

I TUTIA CTIO3AHVM HAHAJIOM Y B3POCJIOIO

J1. M. CmepmuHa, J1. H. Kon6acuH

Lienb — npencTaBmTb aHaM3 BeAEHUA NaLUeHTKN ¢ 6one3Hbio Momne, oTHocALLeRCA K rpynne opdaHHbIx 3abonesa-
HWU, ANA YNyYlleHNA AUArHOCTUKY, JIeYEHUSA, KaUeCTBa XN3HW U CHVXKEHUA YPOBHA NeTasibHOCTW OT JaHHOW NaToNOrnN.
Matepuanbl n metogbl. [TpeacTaBneH KNIMHNYECKNI Cilyyal raMkoreHosa Il Tvna ¢ no3gHUM Havyanom y B3pOCoro —
6one3Hu MNomne, npuBeAeHbl pe3ynbTaTbl MEAVKO-TEHETUYECKOrO KOHCYIbTUPOBAHKA, @ TakXKe OnmncaHbl npobnembl
NeKapCcTBEHHOro obecneyeHns naumeHToB ¢ opdaHHbIMU 3aboneBaHAMU. PesynbTatbl. CUMNTOMbI 3a6051€BaHUsA
6bIIV NpefCcTaB/eHbl pa3BUTVEM Y NALMEHTKN MeAJIeHHO HapacTaloLel MbllleyHon cnabocTu npexae Bcero napac-
MMHANbHbIX MbILLL, MbILLIL, TA30BOrO 1 NJie4eBoro nosAca. TpyAHOCTb NOCTaHOBKM AnarHo3a 6onesHm MNomne Bpavyamu
NMepBMYHOrO 3BeHa Oblfla CBA3aHa C PeAKOCTbio rnkoreHo3sa |l Tnna. OcobeHHOCTbIO ABNANOCH OTCYTCTBME MUorpadu-
YeCKMX MPU3HAKOB NMOParKeHMNA MbILUL, HUXHKX KOHEUYHOCTEN NPy 06beKTUBHOM CNnabocTn B HOrax, npeBanmpoBaHme

3aMHTePEeCcOBaHHOCTM MNapacnuHasbHbIX MbILL, MOATBEPXAEHHOE UTONbYaTON SneKTpoMuorpadurei.
KnioueBble cnoBa: opdaHHble 3ab6oneBaHus, rmnkoreHos Il Tuna.

BBEAEHUE

B npakTuke Bpaueli opdaHHble 3aboneBaHnA BCTpe-
yakTCA No onpegeneHnto peako. OpdpaHHbIMU 6oNe3HAMM
B Poccnm cuuntatotca 3aboneBaHusA, pacnpocTpaHeHHOCTb
KOoTopbix coctaBnAeT meHee 10 cnyyaes Ha 100 000 Ha-
ceneHus. Takue 3abonesaHusa B CLUA Ha3Banm «cnpoTa-
MUY, MOCKOSbKY 13-3a Masioi pacnpoCTPaHEeHHOCTM 3TK
60ne3HN He NpeACTaBAANN coLManbHOM NPobnemMbl, UM
YAenanocb Mano BHUMaHus. /I3yueHre pefkumx 3abonesa-
HWIA, NOUCK 1 NPOM3BOACTBO NIeKapCTBEHHbIX CPeACTB ANA
HUX TpeObyIoT rocyapCTBEHHON NOALAEPXKKM, B YaCTHOCTU,
B CLLA B 1983 . 6b11 NpUHAT pepepanbHbI 3aKoH 06 op-
daHHbIX npenapatax (Orphan Drug Act). TouHoe konnye-
cTBO OpdaHHbIX 6one3Hel Hen3BECTHO, MPeAMosaraeTcs,

yTo 1x 6onee 7 000, Npy 3TOM B MeANLMHCKOW NUTepaTy-
pe perynspHO OMNMCbIBAKTCA HOBble 3aboneBaHus [1].
Cpean opdaHHbIX 3aboneBaHUI NpeacTaBieHbl Kak
reHeTUYeCcKn 4eTePMUHUPOBAHHbIE, TaK N UHOEKLNOH-
Hble U AU3UMYHHble O0fIe3HY, NPV STOM NEePBbIX — OKOJIO
80 %. B Poccun MunHmnctepctBom 3gpaBooxpaHeHus B Ne-
peyeHb opdaHHbIX 3aboneBaHnin, ONyH6NANKOBaHHBIN Ha
odvLManbHOM canTe BeOMCTBA, BK/OYeHbl 153 rpynnbl
60ne3Hel 1 73 HO30M10MUK; U3 HUX K 6ONE3HAM HEPBHOM
CUCTEeMbl OTHOCATCA 23 3aboneBaHunA, XOTA pefKkunx 3a-
60neBAHNN C MOPaKEHNEM HEPBHOWN CUCTEMbI HAMHOTO
6onbLue. Tak, 60/1€3HM SHLOKPUHHONM CUCTEMDI, PaCcCTPON-
CTBa U HapylueHnAa obmeHa BelecTB obycnaBnusatoT
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CLINICAL CASE OF LATE-ONSET
GLYCOGENOSIS TYPE I IN AN ADULT

L. P. Smertina, L. N. Kolbasin

The aim of the study is to present management analysis of a patient with Pompe disease belonging to the
group of orphan diseases in order to improve its diagnostics, treatment, quality of patient life and reduce the level
of mortality from the pathology. Materials and methods. The clinical case of glycogen storage disease type Il
(Pompe disease) with a late-onset in an adult is presented. The results of medical genetic counseling are quoted,
as well as the problem of providing drug treatment to patients with orphan diseases is discussed. Results. The
disease symptoms as slowly increasing muscular weakness primarily in paraspinal, pelvic and shoulder girdle
muscles are presented. The difficulty of establishing a diagnosis of Pompe disease by primary care physicians is
the rarity of glycogen storage disease type Il. The characteristics of the discase are the absence of myographic
signs of lower limb muscles damage and the prevalence of paraspinal muscles involvement confirmed by needle

electromyography.
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BblpaKeHHbIN HeBponoruyecknin aeduuymt. MHorve cmum-
MTOMbl, 0OCOGEHHO B HauyaNibHOW CTaanmn 3aboneBaHuns, He-
cneurdryHbl 1 TPeBYIOT OCTaTOUYHO WPOKOro andode-
peHLManbHO-AMarHoOCTNYeCKOro Noncka, Ha nepudepum
KOTOPOro 0OblYHO 1 OCTAlTCA HacleACTBEHHbIE «3a60-
NIeBaHUA-CMPOTbI», 0COBEHHO ecnn AebtoT 3aboneBaHusA
MMeeT MeCTO Y B3pOC/IOro nauueHTa (MpUMepHO y Kaxgo-
ro BTOPOro, CTpajatoLLero pefkoin 60ne3HbHo).

B EBpone o6Lasi UNCNIeHHOCTb NaLMEeHTOB, CTpaaato-
wux opdaHHbIMK 3aboneBaHAMN, COCTaBnAeT okono 30
MJTH YyenoBek [2]. B Poccum, no skcnepTHbIM OLeHKaM, Ko-
JIMYECTBO MaLUEHTOB C PeaKUMM 3a60NIEBAHNAMUN MOXKET
JocTurath 2 MITH YenoBek [3], Ho B pernctpe MuH3gpaBa
PO 5T1X NaLMeHTOB 3aperncTprpoBaHO ropasfo MeHbLUE.

B XaHTbl-MaHcunckom aBToHOMHOM oKpyre — lOrpe
KO BpeMeHW HanncaHus 3TON CTaTby 3aperncTprupoBaHo
322 cnyyas opdaHHbIX 3abonesaHunii, B Tom yncne 141 -
y BEeTel, 1 3TO TONbKO 60Me3HN TaK Ha3biBaeMol 06s3a-
TeNbHOW perucTpaummn. besycnosHo, opdaHHbIx 6onesHen
B Orpe 3HaunTenbHO 6onblue — TONBKO 3a TPY NOCEAHNX
ropa ycraHosneHo 6onee 200 HOBbIX CllyyaeB peakux 60-
nesHen. Beugy pegkoctv 3abonesaHuin Bpaum nepBuYHO-
ro 3BeHa, BNpoyem, KaKk 1 oTaeNeHUn cneynann3npoBaH-
HOW MeAUNLMHCKON NOMOLLY, MAaslo OPUEHTUPOBAHbI Ha
[OMarHoCTUKY 3TUX YacTO HEN3NIEUNMbIX BoNe3HeNn.

BmecTe ¢ Tem AMarHocTrKa HacneacTBeHHbIX 3abone-
BaHUI OYEHb aKTyasibHa, TaK Kak cpefiy HUX ecTb Kypa-
6enbHble, C XOPOLIMM Pe3yNibTaToOM NpW CBOEBPEMEHHO
HayaTon Tepanuu. Kpome Toro, npaBusibHaA AMarHOCTMKa
3ab60neBaHUsA NO3BONSET ONpeAeNnnTb PUCK HaceoBa-
HUA 6onesHn AnA ceMby NaLMeHTa C NpoBefeHrem npe-
HaTaNlbHOW AMAarHOCTUKN. HakoHew, ToYHasA anarHocTuKa
Hac/1eICTBEHHOIO 3a00/IEBaHUS MOXET MOJNIOXKUTb KOHEL]
6e3ycrnewHon 1 NHOora 3aTpaTHOM Tepanuu paHee He-
KOPPEKTHO ANarHOCTUPOBaHHOWM NaTONOr K.

Cnenyet oTMETUTD, UTO B 2012 I. U3 OrPOMHOTO KOJK-
yecTBa cyLecTByoLMx opdaHHbIX 6onesHel B Poccun 6bin
BblieNeH 1 YTBepPXeH noctaHoBneHrem paBnTenbcTea
Poccunckon ®epepauum ot 26.04.2012 N2 403 lNepeyeHb
XKM3HEYrpoXKarLmnX N XPOHNYECKMX NPOrpeccupyoLmnx
penkux (oppaHHbIX) 3a6051eBaHNIA, NPUBOAALLNX K COKpa-
LLEHVII0 MPOZOMKUTENBHOCTY XKN3HW IPaXkKaaH Ui UX MHBA-
NNOHOCTK, leYEHNE KOTOPbIX BO3/TOMKEHO Ha PErMOHalbHble
6l0APKeTbl. DTO 03HAYAET, UTO NPOOIEMbI IeYEHNA MHOTUX
OPYrMX HO30/10rMYecKx GopM, He BKITHOUEHHDBIX B JAHHDIN
nepeyeHb, OCTAlOTCA HEPELLEHHbIMM Ha 3aKOHOJATENbHOM
YPOBHE, UTO TPebyeT NPUBEYEHNA BHUMAHWA Kak COOTBET-
cTBytoLero komuteta locygapcreeHHom [lymbl, Tak u Mu-
HUCTepcTBa 3apaBooxpaHeHnsa PO. K Takum 3aboneBaHmaM
oTHocuTCA 6onesHb [Momne, nnm rukoreHos Il Tuna.

bonesHb [Momne ABnAeTCA ayTOCOMHO-peLecCMBHON
6051e3HbI0 HAaKOMNEHNA, MPU KOTOPOW UMEETCA reHeTu-
Yyeckn feTepMUHNPOBaHHDBIN aedbuumnt anbda 1,4-rnoKo-
3upasbl (GAA, Unu Kucnon manbtasbl). [eH gaHHoro ¢ep-
MEHTa KapTUpPOBaH Ha ANNHHOM mieye 17-/ XpOMOCOMbI
(nokyc 17g25.2-3). Hanbonee yacto BcTpeyaroTca nHbaH-
TuUbHas dopma 60ne3Hn 1 popma C NO3LHNM HaYasIoOM.
WNHbaHTUNbHaA dopma npoTeKaeT TAXKeNo 1 XxapakTepu-
3yeTca Kapauomeranuemn, reHepann3oBaHHON Mbllley-
HOW CNaboCTbio, CHUXKEHVIEM MbILLIEYHOTO TOHYCA, rena-
TOMeranunen U CMepTbio B TeUeHNe NePBOro rofa Xn3Hu
OT pecnupaToOpPHbIX OCIOKHEHUN. KnuHnyeckasa KapTu-
Ha MHbaHTUNbHOW dopMbl 6onesHu MNMomne JOCTaTOUHO
OAHOPOAHA, MMeHHO 3Ty popMy 3aboneBaHma onmcan
M. K. Momne B 1932 . [4]. CywiecTByeT MeHee TAXKeno npo-
TeKalolasa Heknaccnyeckas dopma 3aboneBaHus, ONMcaH-

Has [ Xepc [5]. Dopma C No3gHMM Hayanom, KoTopyto elle
Ha3blBalOT I0BEHWNbHOW GOPMON, Nnn B3pocion Gopmon,
BO3HMKaeT Noc/e NepBoro rofa »*u3Hu 1 Bbi3blBaeT NMpo-
rpeccupyoLLyto MbileyHyto cnabocTb 1 HapacTatoLLyto
AblXaTeNIbHY0 He[0CTaTOYHOCTb. Y GOpPMbl C MO3AHUM
HayasoM pecnupaTopHble OCNOKHEHNA YacTO UMELOT ce-
pbe3Hble KNHMYecKne nposasneHus. PasnnuHoie dbopmsl
B OCHOBHOM KOPPENMpPYIOT C akTUBHOCTbIO GAA, KoTopasn
y MafieHLEeB MiagLle rofa 06bI4HO Hke 1 % OT HOPMbI,
B TO BpeMs Kak npwu toBeHunbHon ¢opme — meHee 10 %,
a 'y B3pocsibix MeHee 40 %. PacnpocTpaHeHHOCTb 601e3HY
[Momne c no3aHMMm Havanom coctasnaeT 1:57 000 [6].

KnuHunyeckne cumntombl GopmMbl € MO3[HMM Haya-
JIOM C camoro fAe6loTa nNpeacTaBieHbl, MPexae BCero,
MrOMNaTUen, NPUPO[a KOTOPOM MOXKET ObITb HEACHOW
ANVTeNbHOE BPeMs, YTO MOXeT NPUBOAUTb K NO3AHEN
AnarHoctuke 3aboneBaHus. MblweyHas clabocTb Npeob-
nafaeT B MbllLAX Ta30BOrO MOSACA, YTO 3aTpyaHsAeT ber,
XoAbby Mo necTHUue, BCTaBaHUe CO CTYNa; cnabocTb co-
npoBoXKAaeTca 60/bio B MbllLAX U CNa3mamMm (Kpamnu).
MonoBrHa NaLMeHTOB C MO34HUM HavasioM 3aboneBaHus
NCMbITbIBaeT 60/1b B OQHOW WM HECKONbKKX YacTaX Tena
[7]. MbiweyHble rMnoTpodum COOTBETCTBYIOT CTENEHN Na-
pe30B. Takke B Hauasie 3ab0NeBaHNs y YacTy NaLVeHTOB
MOTYT ObITb BblIBNEHbI TPYAHOCTU XeBaHuA 13-3a cnabo-
CTU MbILIL, HUXKHEN YeNCTN, CHUXKEHME FOTOYHOro ped-
neKca 1 3aTpyaHeHNa nNpu rnoTaHum [8].

CHuXeHne GYHKUMN BHELHero AblXxaHusa 3a cuet
BOBJIeUeHUA MblwL anadparmol npu 6onesHu Momne
C MO3JHVM HayasioM MOXeT ObITb HEGOMbLUVM 1 MOTOMY
He3amMeuyeHHbIM. [Jpyrm cepbe3HbIM OCNOXHEeHUeM 60-
ne3Hu MNomne MoryT 6bITb aHEBPU3MbI MO3FOBbIX apTEPUIA
[9]. Y B3pOC/IbIX NALMEHTOB KIMHNYECKasA KapTUHA MOXeT
ObITb reTeporeHHON, MOXEeT UMUTUPOBATb ApYrie HepB-
HO-MblleyHble 3aboneBaHua [8]. JnddepeHumnanbHbIn
[MarHo3 Moxet notpeboBaTbca ¢ Apyrumm 3abosneBaHu-
AMU C CUMATOMaMM MUONAaTUM — MblLLIEYHbIMU ANCTpOdU-
AMU, CUHLPOMOM »KECTKOW TEPMUHANbHOW HUTK, MUOTO-
HUueckon gnctpodueit, reHepann3oBaHHON MUACTEHUEN,
CNUHaNbHOM amnoTpoduert, MUTOXOHAPUANbHBIMUA MUO-
naTUAMU, NOSIMMO3UTOM. [TOCKONBbKY paHHME CUMMATOMbI
6onesHu Momne ¢ NO3AHMM Havyanom HecneunduyHbl, Ha
NOCTaHOBKY finarHo3a TpebyeTcs, Mo UMeLMMCA AaH-
HbIM, OT 5 fo 30 net B ogHOM TpeTn cnyyaes [10].

O 6one3Hu MNomMne Hafo 3ayMaTbCsA Bpayam Ha nep-
BMYHOM NMpueme, BpayaM obLLel MPaKTUKK B TeX CUTYaLUAX,
Korga y naymeHTa MMeeTca MbllevHas clabocTb, cnabocTb
[bIXaTenbHOW MYCKyNnaTypbl U/V NOBbILLEHNE MbILLEYHbIX
3H3MMOB. 3a nocnegHue 5 net B Poccum BbiABNeHo 38 cyya-
eB 6onesHu MNMomne, 3 HUX 25 — C NO34HUM HavasioM, B TOM
uncne B 11 cnyyasx — y B3pocnbix. Criegyet OTMETUTD, UTO
yxe 6onee 5 net B Poccun ctana goctynHa 6ecnnatHaa au-
arHoCTVKa pAaAa SH3UMONaTU (MPerMyLLeCcTBEHHO U3 Fpyn-
Mbl JIN30COMHBIX 6ONIE3HEN HAKOMJIEHNA), B TOM UYKCIe My-
kononucaxapupo3os |, I, VI Tunos, 6onesHu lowe, 6onesHn
Kpab66e, 6onesHn HumaHa - Muka, Tun C, 6onesHn ®abpy,
6one3Hu [NMome 1 HEKOTOPbIX ApYrux 3aboneBaHui. Mpu
3TOM MPaKTUYECKM No6oI BpaY, MOL03PEBaOLLNIA IN30CO-
MHYI0 00J1€3Hb HAKOMIEHUSA, MOXKET 00PaTUTbCA Ha «rops-
uyto nvHuio» [11], 6ecnnatHo nonyunTb MHGopmMaumio 06
nccnefoBaHusAX, NPoBecTy 3abop 1 oTnpasky Guonoruye-
CKOro MaTepuarna 3a npefenbl pervioHa Ana NcciefoBaHus.
DH3MMOAMArHOCTNKa NpoBoauTca B TedyeHne 10-14 gHen,
MOMeKyAPHaA AMarHoCTrKa — OKONo MecALa.

[nAa guarHoCcTUKKM HenocpeacTBeHHO 6onesHu MNomne
B KaueCTBe CKPUHMHIOBOrO TeCTa MCMOJb3yeTcA OLeHKa aK-
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TMBHOCTU depmeHTa GAA, B KauecTse NoaTBepKAatoLLero
TecTa — OLEeHKa HyK/1eoTUAHON NOCef0BaTENIbHOCTY reHa
GAA [12]. Ob6a TecTa NpoBOAATCA U3 61ONTIOrMYECKOro mMaTe-
puana, Nosly4eHHOro NyTeM HaHeCEHNA HECKONbKUX Kanesb
KanunnAapHOM KPOBM Ha CneumnanbHO NOArOTOBIEHHYIO
dunbTpoBasNbHYO bymary (Metof cyxoro naTHa, unn DBS
(dried blood spot)) [13]. 3a60p KanuanApHON KpoBM MPOBO-
AWTCA aHANOMMYHO AENCTBYIOLMM NpaBuiam NpoBeaeHNs
HEOHaTa/IbHOrO CKPMHMHIA HOBOPOXKAEHHbIX B Poccuu,
N MOCKOSbKY MocnefHui NPOBOANTCA BO BCEX PermoHax
CTpaHbl, cneynanbHble 6aHky ona 3abopa 1 cneumanbHO
06yUY€eHHbIN MEAULIMHCKII NEPCOHAN MMEIOTCA MPAKTUYECKN
B KaX[J0W Me[JMLIMHCKOW opraHun3aumu, paboTatoLler ¢ fet-
CKUM HaceneHreM, a 3HaumnT JOCTYMHbI 419 UCMONb30BaHUA.
MNMocne ABYX-TpPex4yacoBOro BbICYLUMBAHWA MOAMUCAHHbBIN
N YyraKoBaHHbIN B BYyMaxkHblli KOHBEPT GN1aHK C MHpopMM-
POBaHHbIM COrNACcKEM MaLMEHTa OTMNPABAETCA KYPbEePCKOW
cnyx6oi1 B Begylume dpefeparnbHble MeanKo-TeHeTUYeCK e
LLeHTpbl CTPaHbl AN1A NpoBeaeHns nabopaTopHbIX nccne-
[oBaHWIA. [1nA OUeHKN akKTUBHOCTM KICION ManbTa3bl B Ka-
yecTBe N1abopPaTOPHOro TeCTa, KaK NMPaBUIIO, MPUMEHSETCA
TaHAEeMHasA Macc-CNeKTPOMETPUA — METOA, UCCefoBaHUA
BELLEeCTBa, OCHOBaHHbIV Ha OnpeaeneHn OTHOLLEHUA Mac-
Cbl K 3apsdy VIOHOB, 00pa3yoLLMXCA NPY MOHM3ALMUY KOMIMO-
HeHTOB NPOO6bI. ITOT TECT coyeTaeT B cebe NPOCTOTY BbIMOS-
HEHUA 1 BbICOKYIO YyBCTBUTENIHOCTb, ABMAETCA ONTUMASb-
HbIM CKPVHVHIOBbIM TECTOM, TaK Ha3biBa€MbIM «30/10TbIM
CTaHOAPTOM», MO3BOAAIOLLMM MaSIOMHBa3MBHO, ObICTPO 1 [0-
BOJIbHO TOYHO ONpefenuTb Hannure gedrumuta akTMBHOCTU
depmeHTa. OH MOXeT ObITb UCMOMb30BaH AJ1A CKPVIHUHIA
60nbLIOro Yncna NauMeHToB MHOrMx 6onesHer obmeHa.
[HK-grarHoctuka npoBogutca npu Hanmumm geduumta GAA
B KauecTBe JOMOHUTENbHOrO TeCTa Npu NOATBEepKAatoLLein
ZmnarHocTuke 6onesHu Momre — oOHa 3aKJio4aeTCA B BbiABe-
HUW 3HAYMMbIX BapuaHToB (MyTauwmii) B reHe GAA meToaom
CEKBEHVPOBaHUA KOAVPYIOLWUX U NPUIEralowMX NHTPOH-
HbIX obnacTei. bonblUMHCTBO GOMbHBIX ABMAIOTCA KOMMa-
yHA-reteposurotamn. MyTtaumm reHa GAA, npusogsaLme
K pa3Bututo 6onesHn Mommne, MOryT 6bITb BbIABMIEHbI MPY
nccnegoBaHnAX MeTofaMmn CEKBEHNPOBaHKA HOBOTO MOKO-
neHua (next generation sequencing (NGS)) ¢ nocnegytowmm
NpoBefeHNeM HanpPaBIEHHOrO MONIEKYNAPHO-TEHETUYECKO-
ro aHanm3a MeToAoM TPaAULMOHHOMO CEKBEHVMPOBAHMA MO
CaHrepy. MNonyyeHHble pe3ysbTaTbl MO3BONAT NPOBOANTD
NPOCNEeKTVBHOE MeIMKO-TeHETUYECKOE KOHCYbTUPOBaHMeE
1 MOTYT MCNONb30BaTbCA ANA NPEHaTaIbHON 1 NPenMniIaH-
TaLMOHHOW ANAarHOCTUKM B CEMbe MpobaHaa.

Llenb - npeacTaBUTb aHan13 BeAeHUA NaLUeHTKN
c 6onesHblo MNomne, oTHOCALWeCA K rpynne opdaHHbIX
3aboneBaHuUn, ona ynydweHna AMarHoCTUKKM, eveHuns,
KauecTBa »KM3HU N CHVXKEHMWA YPOBHA NeTaNbHOCTU OT
JaHHOW NaToNornmn.

MATEPWUAJIbI U METOA bl

B ctaTbe npeacTaBneH KNMHUYECKUI ClyYail rvMKore-
Ho3a Il TMna ¢ No3gHUM HayanoMm y B3pOCSIOro — 601e3Hm
Momne. MauuneHTKa C., 34 neT, obpaTnnacb K Ham B 2017 1.
C »Kanobamu Ha o6yt MbileyHyto cnabocTb, 60sb B Mo-
ACHNYHOM OTAesNe NO3BOHOYHMKA NPU ANNTEIbHOM CTOA-
HWUW; 3aTPYyAHEHNA NPW MPUYeCbiBaHNN BOIOC 13-3a CNa-
60CTV B pyKax; TPyAHOCTM NP MOMbITKE Neyb — NPpUXo-
OMTCA NepeKknagblBaTb HOMM Ha KPOBaTb, Npu xoAbbe no
NnecTHULe, NPU NOMbITKE CeCTb B TPAHCMNOPT; 3aTpyAHEHUA
npu pasrubaHny TyNnoBuLLa U3 MNONOXKEHNA «B HAKITOHY;
OAbILKY MNPV NOABbEME Ha OfMH NECTHUYHbIA NPONET NN
npu xoabbe Ha 100 MeTPOB; TPYAHOCTU NPU BCTaBaHUM

C KopTouekK. Bo Bpemsa cHa naumeHTKa NpocbinaeTcs, YTo-
6bl NOBEPHYTHCA Ha OOK (CMeHa NoNoXeHnA Tena).

WcTopua 3ab6oneBaHus: ¢ 2008 r. naLueHTKa cTana oT-
MeyaTb TPYAHOCTM NP BbIXOAE M3 MaLLUHbI, HaYana, no ee
C/IoBaMm, 3anmHaTbcA 1 nNagatb. CUMATOMbI COXPaHANNCL Ha
opHom ypoBHe fo 2013 r,, ganee ctana oTMeyvaTb HapacTa-
HMe MblLeYHON clabocT, 6onblue BblpaXKeHHOWN B HOrax.
BO3HMKNM TPYAHOCTM NpY BCTaBaHUM C KOPTOUEK, CO CTYIA,
BbI3blBajla 3aTpPyAHEHKEe XoAbba No CTYNeHAM NeCTHUL b,
npu GU3NYecKrx Harpyskax otMevana BO3HUKHOBEHUe
OfbILLIKM 1 yCUIEHME MbllleyHo cnabocTu. B aAHBape 2017 T.
MpwW NOMbITKE CECTb B aBTOOYC He CMOTJ1a NMOAHATb BTOPYIO
HOrY Ha CTyneHbKy, yrasna nog asTobyc, Ho yaanock 6naro-
NOJSlyYHO MOAHATBLCA C MOCTOPOHHeN nomoupto. C 2017 .
CTana obpallatbCs B MeVILMHCKIME OpraHr3aLuu, rae »a-
noObl ¥ CUMMTOMbI MHTEPMNPETUPOBANNCH Kak NPOABEHUA
OCTEOXOHAPO3a NO3BOHOYHIKA U BEreTaTUBHOM ANCPYHK-
uun. B mapTe 2017 . eHLMHe ObINo JaHO HanpaBeHne
Ha CTaLMOHapHOe NleyeHrie B HEBPONOrYecKoe oTaeNneHre
CypryTcKOI OKpPY»KHOW KNMHMYECKO 60M1bHULbI. Ha oTbope
B CTaLMOHap MauyeHTKe BrepBble Obll BbICTaB/eH Npensa-
puUTeNbHbIN AMarHO3: MOACHO-KOHEYHOCTHAA M1MonaTus, re-
HeTMYeCKn He yTouyHeHHaa ¢opmMa. bbino pekomeHaoBaHO
ambynatopHoe obcnejoBaHUe: onpefeneHre akTMBHOCTY
MbILIEYHbIX SH3UMOB (KpeaTUHPOCPOKIMHA3bI, MMOrNO6UHA
B CbIBOPOTKE KPOBW), rofibyatas anektpomuorpadpusa (Mr),
Me[MKO-TeHeTUYeCcKoe KOHCynbTupoBaHue. B mae 2017 r.
naumeHTKe NpoBefeHO MeANKO-TeHETUYECKOEe KOHCYbTU-
poBaHue, B pe3ynbTaTe KOTOPOoro 6bin B3AT 06paseL, KPoBm
meTopom DBS v HanpasneH ansa nposegeHus nabopatop-
HOW AnarHoCTKM (onpepeneHne yposHa depmeHTa GAA
n OHK-gnarHoctuka npy Hannumn geduupmta GAA) B nabo-
paTopuio HaceACTBEHHbIX Gone3Hel obmeHa DefepanbHO-
ro rocyflapCTBEHHOIO BIOAMKETHOrO HaYYHOIO YupexaeHus
(OrBHY) «MeaunKo-reHeTUYeCKUIA HayUHbIN LeHTp». Pe3ynb-
TaTbl GEPMEHTOANATHOCTVKM OblI TOTOBbI Ha 14-11 fieHb,
[OHK-grarHocTmkm — Ha 33-1 AeHb C MOMEHTa MOCTYMNIeHNA
610M0MMYECKOro MaTeprana NauneHTKY B nabopatoputo.

B pe3ynbraTte 0b6cnefoBaHmnA 6blf10 BbIABIEHO CHU-
XeHue akTUBHOCTU anbda-rnioKo3Maasbl, COCTaBAALLEN
29 % OT HWKHEN rpaHnLbl pedepeHCHOro nHTepBana.
B reHe GAA B pe3ynbTaTe NOSHOrO aHanaM3a 3K30HOB
1 NpUnerawLLmx K HAM MHTPOHHbIX obnacTein 6bino BbIAB-
NIEHO N3MeHEeHMe HYKNeOoTUAHbIX NocnefoBaTeibHOCTeN
B 6eNoK-KoaUpYyLLEel YacTu reHa (C.): HyKIeoTUaHOM no-
cnepoBaTenbHOCTU C.-32-13T > G 1 HyKneoTUAHOW nocne-
poatenbHocTn €.307T > G B reTepo3nMroTHOM COCTOAHUN,
YTO MO3BOJINIO YCTAHOBUTb Hanmume rukoreHosa ll tuna.
B nepuop oxngaHuna pesynbrata sH3nmo- n JHK-gua-
FHOCTUKM MaLMeHTKa npoLusia NOBTOPHOE Mrofibyatoe
DMI-uccnenoBaHne, HO Ha 3TOT pa3 obnacTbio nccneno-
BaHWA ObiNn BbIGPaHbl HE TOSIbKO MbILLLLbI KOHEYHOCTEN,
HO 1 MapacnuHasbHble MblWLbl. B MbilwLax KOHEYHO-
CTen No-npexKHemy Obi1 3aPerncTpPUpPOBaH HOPMasbHbI
SMI-naTTepH, HO B NapacnumHanbHbIX MbILWLIAX BblABMEHbI
N3MEHEeHMA, CBUAETENbCTBYOWMNE O MbILLEYHOM Nopa-
YKEHNN: pe3Koe YKOPOUEHMEe ANMUTENIbHOCTU U CHUXKEHUE
aMnNAnTyAbl NOTEHLUMANOB ABUraTeNbHbIX €4UHIUL, N0 MU-
OreHHOMY TUMNY C YMEPEHHOW CMOHTAaHHOWM aKTVBHOCTbHO.

MNMocne yctaHOBNEHWA AMarHo3a naumeHTKa NpoLuna
nonHoe obcnefjoBaHvie ANA onpeaeneHns cTeneHun 3amH-
TepecoBaHHOCTUN BCEX OPraHOB N CUCTEM, pe3yfbTaTbl KO-
TOPOro npeAcTaBieHbl ganee.

HeBponornyecknin ctatyc: cosHaHue ACHoe. KorH1TuB-
Hble GyHKLMM He cTpagatoT. O6LLEeMO3roBbIX CUMMNTOMOB HeT.
3pauku paBHble. DoTopeaKkuma NpAMas 1 COQPYKeCTBEHHanA



coxpaHeHa. [IBuKeHuA rnasHbix AGNOK B NONHOM obbeme.
HucTtarma HeT. CnabocTu »keBaTebHbIX MbllL HeT. JInuo
cummeTpuyHoe. QoHauwma, rMoTaHne 1 apTUKYNALKA He Ha-
pyLUeHbl. MOTOUHBIN pedneKkc CHUXeH. A3bIK No LeHTpy, 6e3
aTpoduin 1 pacunkynnaumin. Pepnekcor opanbHOro aBTo-
MaTu3Ma HeT. MbilleyHas cua B pykax 5 6anios B AncCTasb-
HbIX oTAenax 1 4 6anna B NPOKCMasbHbIX OTAenax, B Horax
B AWCTaNbHbIX OTAeNax 5 6annoB 1 B NPOKCMMasibHbIX OT-
fenax 3 6anna. MblweyHbIN TOHYC B KOHEUHOCTAX CHIKEH.
lMnoTpodua MbliLL, NneyeBoro nosca B BUAE «KPbINIoBUL-
HbIX» JIONATOK; MMNOTPOGUA AroANYHbIX MbilL. MMy6okune
pedneKcbl CHUKeHbI, paBHble. MaTonornueckrx pednekcos
HeT. bpioLHble pedneKkcnl xmBble. OTMeYaeTcA CKIIOHHOCTb
K 3arnopam. PaccTponcTs KoopanHauum 1 paBHOBECKA HET.
HapyLieHunin uyBCTBUTENBHOCTY HeT. OTMEUaoTCA Npuemsbl
«NeCTHUYHOro BCTaBaHUA». [pn nepexoae B ropn3oHTasb-
HOEe MOJIOXKEHME pyKaMu BbIHY>KAEHA MNOAHMMATb HOMM Ha
noctesb. BctaTb € KOPTOUEK CAMOCTOATENBHO He MOXeT. 1o
POBHOW MOBEPXHOCTY NepefiBUraeTca CaMmoCToATeNbHO, 6e3
NMOCTOPOHHEN MOMOLLM; MOXOAKa He n3MeHeHa. Npu BCTaBa-
HIM CO CTyrNa NprberaeT K NOCTOPOHHEN MOMOLLN.

B 6roxnmmyeckom aHanmse KpoBu — yBesmyeHme Kpe-
atnHndocopokmHasbl (KOK) n mmornobuHa (KOK - 689,0
U/L npu HopMme go 167 U/L; mmnorno6uH — 390,7 MKr/n npu
HOpMe [0 76 MKI/N); yMepeHHOoe MOBbILLIEHME aKTVBHOCTU
TpaHcaMyMHas3: anaHnHaMmmHoTpaHcdepasa (ACT) — 88,0 U/L
npwv Hopme ao 32 U/L; acnapTtatammHoTpaHcdepasa (AJIT) —
101,0 U/L npu Hopme 33 U/L; ocTanbHble NokasaTenu B npe-
Jenax HopMbl. MiccnegoBaHue HECNPOBOLMPOBaHHbIX Abl-
XaTernbHbIX 06BEMOB 1 MOTOKOB (KOMMbIOTEPHas CNMpPOrpa-
bua) HapyweHnin GyHKLMM BHELLHEro AblXaHUA He BbiABY-
no. PeHtreHorpadus nerkmx — 6e3 natonoruu. Ynstpassy-
KOBOE MCCIefOBaHME NMeyeHn NaToNIory He BbISIBUJIO.

Mo pe3ynbratam saxokapanorpadum pasmepbl Kamep
cepaua B npegenax Hopmbl. Cuctonmyeckaa GyHKLMA xe-
nypoukoB xopouwas. [Mpu uronbyaton SMI B Hawem umc-
cnegoBaHWKY B 60JbLLION ArOANYHON U NapacrnmnHanbHOM
MbILILAX BbIABANOCH PE3KOE CHUXKEHME ASINTENbHOCTU
MOTEHUMAN0oB ABUraTeNIbHbIX €AUHNL, U CHUXKEHNE MAKCK-
ManbHOW 1 cpefHert amnnuTyabl (B8 60NbLION AroANYHON
MbILULE) MO MUOTreHHOMY TMy. CMOHTaHHasA aKTUBHOCTb He
BbifiBNeHa. o pe3ynbTatam o6cnefoBaHUsA ObiNo cenaHo
3aKJyeHre, YTo B GONbLLON AFOANYHONM U NapacnuHanb-
HO MblLLLAX C/ieBa BblABNAIOTCA NPU3HAKM HEAKTMBHOIO
nepBYYHO-MbILLEYHOTrO npouecca. 1o gaHHbIM MarHUTO-
pe3oHaHcHol Tomorpadum (MPT) marknx TkaHen 6egep
BblABMEHbI UCTOHYEHME MbILLEYHON TKaHU, HapyLLUeHne
APXUTEKTOHMKU, YepefoBaHMe YaCTUUHO COXPaHEHHbIX
MbILWL, 1 GUOPO3HO M3MEHEHHbIX TsXel, 6osblue Bblpa-
MeHHble B neBou KoHeyHocTw. [posegeHo MPT-uccnego-
BaHMe MbILLL, CMIYHbI HA MOACHUYHOM YPOBHE: OTMEYasnocb
HapyLUeHVe apXUTEKTOHUKI MbILLL, CMINHBI, 6onblue Bbipa-
YKeHHoe cfeBa, B BuAe YepenoBaHns Grbpo3npoBaHHbIX
MbILLEYHbIX BOJIOKOH C YaCTUYHO COXPaHeHHbIMU. MarHuT-
HO-pe30HaHCHas apTeprorpadua LepebpanbHbIX COCyoB
He BblAIBM/1A ABHbIX NMPU3HaKOB aHOManun NX pasBUTUA.

WccnepoBaHme BbINOMHANOCH Ha 6a3e MeanLMHCKIX
opraHuzauui r. Cypryta npm cobniogeHnmn 3Tnyeckmx
HOPM, MU3I0KEHHbIX B XeNnbCUHCKOM Aeknapauyun v On-
pekTrBax EBponeickoro coobuiectsa (8/609EC), n ¢ no-
nyyeHviem 106POBOSIbHOrO UHGOPMMPOBAHHOIO COrna-
C1A Ha y4yacTue B 06CiejoBaHNM U IeYEHUN.

PE3YJIbTATbI U UX OBCYXAEHUE

CumnTtombl y nauymeHTkn C. OGbInn npepcTaBrieHbl
B fe6toTe 3aboneBaHMA Pa3BUTNEM MbILLEYHON cabo-

CTU, MeAJIeHHO HapacTaloLlen, C 3aUHTePEeCOBaHHOCTbIO
npexnae BCero napacnmHanbHbIX MbILL, @ TakXKe MbiLLL
Ta3oBOro v nneyeBoro nosca. CUMNTOMbI HapacTany Ha-
CTONIbKO MeJIeHHO, YTO NauMeHTKa AnnTenbHoe BpeMms
He NCNbITbiBana TPYAHOCTEN B ObITY Y COLMANbHOM XN3-
HU. MNoBogoM AnA obpalleHna B MegULMHCKUE YUpexX-
LeHnA CTanu ABHble CMMMTOMbI MblLLEeYHON cnabocTuy,
npvBeAllie K NajeHnto B anu3ofae, notpeboBaBLIeEM
MOOUAN3ALUN MbILLEYHON CUJIb, — MOABEM Ha CTYMEHb-
Ky aBTOOYyCa OKa3asncs HEBO3MOXKHbIM, MafileHre B aHano-
FMYHOM CJlyyae MOrI0 NPeACTaBAATb YIPO3y AA XKU3HU.
ObpalleHure K Bpayam NepBMUYHOrO 3BEHA He MPUBESIO
K AMarHocTMKe Mmyonatuun. Bpaum nepBryHOro 3seHa, Kak
OKa3anocb, O6bIM Mano 3HaKOMbl C MUOMaTreln B3poc-
NIbIX N UHTEPNPETUPOBAIN CUMNTOMbI Kak NPOABIEeHNsA
OCTEeOXOHAPO03a, OfHAKO 6OoJIbHbIe C NO3AHMM HayanoMm
60ne3HN HePELKO MCMbITbIBAOT 60N B TEX STV NHbIX Mbl-
WweyHbIx rpynnax. OCoO6eHHOCTbIO KNMHUYECKOro Clyyast
ABNAETCA OTCYTCTBME MbILLIEYHOWN 3aNHTEPECOBAHHOCTM
npu Urofib4aTon Mmorpadum MbilL, HUXKHUX KOHEYHO-
CTel 1 BbIIBIEHNE MbILLEYHOrO nopaxxeHusa no IMI-nat-
TepPHy TOMIbKO B MapacnuHanbHbIX MbillLax. OTO AUKTYeT
Heo6XoAMMOCTb TLATEeSIbHOTO Bbibopa MbILL A NpoBe-
LEHVA UrofbyaTom 3neKTpomumorpadum.

Ecnn nccnepgoBaHme MblliL, KOHEYHOCTEN He BbiABNAET
NepPBMYHO-MbILLEYHOTO MOPAXKEHUSA, 3TO HE ABNAETCA OC-
HOBaHWeM AN UCKNIoYeHNA Mruonatun. Mpy Hanuuum Mbil-
LIeYHoW cnaboCTn y NALMEHTKIN He BbIABIEHO HapyLleHWI
Kak GYHKLUN BHELIHEro AblXaHWA, Tak N cepAeyHon fea-
TeNbHOCTU. /I3MeHeHNI CO CTOPOHbI BHYTPEHHMX OPraHoB
Ha 3Tane Hawero obciejoBaHNA He 6bII0 BbIABEHO. ITO
WNNIOCTPUPYET OTHOCUTENIbHO AO6GPOKaueCcTBEHHOE Teye-
Hue rnnkoreHo3a Il Tmna c No3gHYM HayanoMm y B3poCsibIX.

HecmoTpAa Ha mefnieHHO nporpeccrpytoLee TeyeHue,
6051e3Hb NOCTENEHHO NPUBOANT K OC/IOXKHEHUSIM U VHBA-
NMAM3aUNN NaureHTa, B CBA3U C YeM aKTyaslbHO MaKCu-
ManbHO paHHee NpoBefeHMe cneunduyeckoro neveHmns,
HanpaBNeHHOro Ha 3aMefJIeHne NPorpeccupoBaHna 6o-
Ne3HN 1 nogaepxaHve onTMarbHOro KayecTBa »KU3HMU.
o 2006 r. naToreHeTUYeCcKoro nevyeHuns 6onesHun Nomne
He CyLLecTBOBasIO, 60NbHbBIM OKa3blBasiaCb TOMbKO Nanu-
atuBHas nomoub. Cneuyndryeckan Tepanusa okasanacb
BO3MOXHOW TONbKO C CO3A4aHMeM npenapara, 3amellato-
wero AeduunTHLIN GepMeHT — anroKko3ungasbl anbda [2].
B Poccun npenapat anrnoko3ngasa anbéda (Manosanv®)
3apeructpupoBsaH B 2013 r., ogHaKo obecneyeHe naymeH-
TOB 3TVM NpenapaToM NpeAcTaBAeT 60/bLIVe CTOKHOCTU
113-3a ero BbICOKOM CTOMMOCTU. [MnKoreHo3s Il Tvna He oTHO-
CUTCA K rpynne 3abonesaHuni U3 7 HO30M10r 1A, B CllyYae Ko-
TOpbIX 0becneyeHne IeKapCTBEHHbIMI MpenapaTamm oT-
HOCUTCA K MOSIHOMOUUAM dpefiepanibHOro opraHa UCrosHW-
TenbHOW BnacTy. MockonbKy He Bce cybbeKTbl Poccuinckon
DMepepaunv UMeT BO3MOXKHOCTb B MOJIHOV Mepe obe-
CNeunTb NeKapCTBEHHbIMU NpenapaTamy OYeHb BbICOKON
CTOMMOCTU 60MNbHbIX ¢ opdaHHbIMK 3aboneBaHNAMU, 3TO
NPUBOANT K CyAeOHbIM NCKaM K pernmoHasibHbiIM opraHam
KaK CO CTOPOHbI FpaXkAaH, Tak U UHULMMPOBAHHBIM B MHTe-
pecax rpaxfaH npokypaTypoii. Kpome Toro, 6onesHb MNom-
ne He BXoauT B [lepeueHb »KN3HeYrpoXKaloLmX 1 XPOHUYe-
CKMX NMporpeccrpyolmx pegkux (opdaHHbIx) 3abonesa-
HUI, NPUBOAALLMX K COKPALLEHMNIO MPOJOIKUTENbHOCTN
MKU3HN FpaXkAaHUHa UM NHBaNUAHOCTY, MPeayCMOTPEH-
HbIX Y. 3 CT. 44 OepepanbHoro 3akoHa ot 21.11.2011 N2 323.

Taknm obpa3om, obecneyeHre nekapCcTBEHHbIMU
npenapatamu NauneHToB ¢ 6onesHbto Nomne 3akoHoAa-
TeSIbHO He OTHOCUTCA K MOSIHOMOUMAM OPraHoOB rocyaap-
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CTBEHHOW BnacTu cybbekToB PO B chepe oxpaHbl 3g0po-
BbA. BHeceHHbI B locaymy 3aKOHOMPOEKT, KOTOPbIN pac-
CMaTpurBaeT nepepavy Ha GefiepasnbHbIii yPOBEHb MOJHO-
MOUMI No obecrneyeHno NeKapcTBaMy U cneurannsnpo-
BaHHbIM MeANLUHCKAM NUTaHMEM NMaUNEHTOB C opdaH-
HbIMM 3a60M1eBaHMAMMU, BKIIOYEHHDBIMU B CMeLMabHbIN
nepeveHb, He pacnpocTpaHaeTca Ha 6onesHb MNomne.
Anrnokosugasa anbda (Manosanm®) He BXOAUT 1 B CNU-
COK M3HEHHO HEOOXOAUMBIX 1 BaXKHEMLLMX NEKAPCTBEH-
HbIX NpenapaTtoB. OfHaKo B HacTosLlee BPeMs 3TO efj1H-
CTBEHHbI 3aperncTpupoBaHHbIn B Poccmm npenapar ana
dbepMeHT3aMeCcTUTeNIbHON Tepanuy Npu 4aHHOM 3a6o0-
neaHuun. upma CaHodwu, npomnssogaLlas Manosanv®,
npoBoauT nccnepgosaxue Safari EFC14028 (COMET) ans
oLeHKN 3PpPeKTUBHOCTU APYroro npenapara, noka Ha-
3BaHHOro Heosalm, HO Kakue 6yayT pe3ynbraTbl Uccre-
[OBaHMA, KakoBa byaeT CTOMMOCTb HOBOTrO npenapaTa
1 6ydeT N1 OH 3aperncTpupoBaH B Poccnm — Bonpochl
Janekoro 6yayLiero ana Hy>KAaoLWwmnxca naumneHToB 1 nx
nevalmx Bpauei. B nepcnekTrBe KpaiHe BaXKHO, YTOObI
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