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BOMPOCHI AMATHOCTUKU U JIEMEHWA
OP®AHHbBIX 3ABOJIEBAHUN. OTTMCAHUE
KJIMHUYECKOTO CJTYYAS [MUKOTEHO3A
Il TUIA C NMO34HMM HAYAJIOM Y B3POCJIOIO

J1. 1. Cmepmuna, J1. H. Konb6acux

Lienb - NPeACTaBNTb aHany3s BeAeHVA MaLUeHTKN ¢ 6onesHbio Momne, 0THOCALLeACA K rpynne opdarHbix 3abonesa-
HYAI, NS YAYULIEHVA [UATHOCTVKY, T@UYEHUA, KAUECTBA XKUH 1 CHIMXEHUA YPOBHA NETANIbHOCTY OT AAHHOW NaToiornu.
Marepuanbi 1 meTogbl. [peAcTaBneH KNMHIYeCKWi Cnydai rvkoreHosa Il Tuna ¢ no3AHUM Hadanom y B3pocnoro =
Gonesnu Momne, NPrBeReHb! Pe3yNbTaTbl MeVNKO-TEHETAYECKOTO KOHCYIbTUPOBAHNA, @ TAKKE ONnCcaHbl npobnembl
fleKapCTBEHHOTO obecneueHns NayreHTos ¢ opdaHHbiMy 3abonesaHnavN. Pesynbratsl. CumnTombl 3abonesaHnA
bV IPEACTABNEHbl PAa3BUTVEM Y NALMEHTKI MeANeHHO HapacTaloLed MblLIEUHON ¢aboCTy Npexie Bcero napac-
MVHANbHBIX MbILIL, MbILLL, TA30BOTO W MAeueBoro nosca. TpyAHOCTb NOCTAHOBKM AUarHo3a 6onesHu flomne spadamu
NepBUYHOrO 3BeHa bObina CBA3aHa C PEAKOCTbIO IIMKOTeHo3a Il Trna. Oco6eHHOCTBIO ABMANOCH OTCYTCTBUE MUorpadu-
YECKUX MPU3HAKOB NOPAKEHUA MbILLILL HUKHUX KOHEUYHOCTEN NP1 06beKTUBHOM cnabocTu B Horax, npeBanuposaHue

3aVHTEPECOBAHHOCTY NapachnHaNbHbIX MblUiL, NOATBEPKAEHHOE MroNbLYATON 3r1eKTpoMUoTrpaduen.
Knioueebie cnosa: opdarHbie 3a6oneBanus, rvkorenos |l tuna.

BBEJEHUE

B npakTvike Bpavell opdaHHbie 3abonesaHns BcTpe-
yaloTCA Mo onpeaeneHnio peako. OpdaHHbIMU GonesHAMM
B Poccuu cuntaiotcs 3aboneBanuns, pacnpoCcTpaHeHHOCTb
KoTopbIX cocTasnseT meHee 10 cnyyaes Ha 100 000 Ha-
cenenun. Takue 3abonesanuns 8 CLUA HazBann «cupoTa-
MU», NOCKOMBKY 13-3a MaNow PacnpoCTPaHeHHOCTH 3TH
6ONe3HMN He NpeacTaBAnmn CoUvanbHOM NPoBaembi, M
yAENANOCh Mano BHUMaHMA. VIsyueHue peakux 3abonesa-
HUWI, MOWUCK ¥ MPOW3BOACTBO NEKAPCTBEHHbIX CPEACTB ANA
HUX TPeBYIOT rOCYAaPCTBEHHOW NOAJEPKKN, B YACTHOCTY,
B CLUA B 1983 1. 6bin NPUHAT defepanbHbiil 3akoH 06 op-
danHbix npenapartax (Orphan Drug Act). TouHoe Konuue-
€TBO OpdaHHbIX BonesHel HeM3BECTHO, NpefnosaraeTcs,

yTo UX 6onee 7 000, MpU 3TOM B MeNLVHCKOW n1utepary-
pe perynapHo ON1CbIBAKOTCA HoBble 3a6onesaHua [1].
Cpenw optarHbix 3abonesaHvi nNpeAcTaBneHbl Kaxk
reHeTUYecKn AeTEPMUHMPOBAHHbLIE, TaK N HPpeKLnoH-
Hbte W AU3UMYyHHble 60e3HK, MNPy 3TOM NEPBbIX ~ OKONO
80 %. B Poccn MUHUCTEPCTBOM 3fparooxpareHns B lNe-
peueHb opdaHHbIX 3aboneBanHuit, ony6NNKOBaHHbBI Ha
obuLmanbHOM cakTe BEAOMCTBA, BKIIOUEHbI 153 rpyrirbl
BonesHel 1 73 HO30M0MMK; U3 HUX K BOIE3HAM HEPBHON
CMCTeMbl OTHOCATCA 23 3ab0reBaHna, XOTA PefKuX 3a-
BofAeBaHUN C NOPaXKeHUem HePBHOWN CUCTeMbl HAMHOTO
Gonblue. Tak, BONesHy SHAOKPUHHOR CUCTEMBI, PACCTPOR-
CTBa 1 HapyuwleHus obmMeHa BeljecTs obycnasnusaiot

M| T T RTY A O @

_—tm =



BbipaXKeHHbI HeBponornueckuini gedpuunt. MHoruve cum-
MTOMbl, 0CODEHHO B HaYanbHOW cTaguu 3abonesaHus, He-
cneunduuHbl 1 TPebYIOT ROCTATOYHO WNPOKOTO Andde-
peHuManbHO-ANarHoCTUHECKOro NoVcKa, Ha nepudepun
KOTOPOro OBbIYHO U OCTAKTCA HACNEACTBEHHbIE «3a00-
NeBaHUA-CUPOTbI», 0CoBEHHOo ecnu AebioT 3abonesaHuna
MMeeT MeCTO Y B3POCAOro NayneHTa (MpyMepHo Y Kaxkao-
ro BTOPOro, CTPafalowero peakon onesmoio).

B EBpone obujan yncneHHoCTb NauueHToB, CTpagato-
wux opdanHbiMi 3aboneBaHNAMK, COCTaBNAeT 0Kkono 30
MH Yenosek [2]. B Poccru, no akcnepTHbIM OLEHKaM, KO-
NIMYECTBO NALMEHTOB C pefKumMy 3abonesaHuamMu MOXeT
JocTuraTs 2 MaH uenosex [3], Ho B peructpe MuH3gpaga
PO 3T1X NaLMEHTOR 3aPErnCTPPOBAHO FOPa3Ac MeHbLLE,

B XaHTbi-MaHcuiickom aBTOHOMHOM OKpyre — lOrpe
KO BPEMEHW HarvcaHna 3TON CTaTby 3aperncTpupoBaHo
322 cnyydan opdaHHbix 3abonesaHii, 8 Tom uncne 141 -
y AeTei, 1 3TO TONbKO 00e3HN Tak HasbiBaeMol 0bs3a-
TenbHOW perncTpaymn. besycnoeHo, opdarHHbix 6onesHen
B 10rpe 3HauuTeNbHO Honblue ~ TOSBKO 3@ TPV NOCHEAHIX
ropa yctaHosneHo 6onee 200 HOBbIX CiyHaes pefkux 60-
nesHen. Beupgy pefkocty 3aboneBaHnii Bpayun NepPBUYHO-
ro 3BeHa, BNpoUeMm, Kak 1 OTAeeHn crielnan3nposaH-
HOW MeAWNLMHCKON MOMOLM, Mano OPUEHTAPOBaHbI Ha
AVarHOCTUKY 3TUX YacTo Hensneunmbix HonesHen.

BmecTe ¢ Tem finarHoOCTVKa HacnefcTBEHHbIX 3abone-
BaHWI OYEHb aKTyasnbHa, Tak Kak CpefiM HUX ecTb Kypa-
OerbHbie, C XOPOWWUM PE3YNBTAaTOM NPU CBOEBPEMEHHO
HauaTon Tepanuu. Kpome Toro, npasuibHan AUarHocTmKa
3aboneBaHus NO3BONAET ONPELELNNTL PUCK HAceloBa-
HUA BONE3HU AASA CEMbY MALMEHTa C NPOBEAEHNEM npe-
HaTanbHOM ANarHoCTuKkK,. HakoHel, TOYHast AMarHoCTuKa
Hacne[CcTBeHHOro 3abonesaHna MOXKET NONOXKUTL KOHeL}
He3sycrnelwHOW 1 MHOT[A 3aTPATHOW Tepanuu paHee He-
KOPPEKTHO AnarHoCTUPOBaHHON NaToAoru,

Cnepilyet oTmeTUTb, 470 B 2012 1. 13 OrPOMHOTO KOMu-
yecTsa cylecTsyowmnx opdaHHbix bonesHet B Poccum 6oin
BbijeNeH ¥ yTBepKAeH noctaHoBneHnem lNpaBurenscrea
Poccuickon Megepaunn ot 26.04.2012 N 403 lMepeueHb
HKUSHEYTPOMAILWMX N XPOHUUYECKUX MPOrpPeccnpyiowmx
pepnkux (opdaHHbIX) 3a6onesaHni, IPUBOASILMX K COKPa-
WeHUI0 MPOLJOMKUTENBHOCTI XU3HW TPaMaaH Wim UxX UHBa-
NINAHOCTY, NIeUEHNEe KOTOPBIX BO3SIOMEHO Ha PErvoHabHble
BIOKETHL. DTO O3HAYAET, UTO NPOGAEMBI SIeUEHUA MHOTX
LAPYTVX HO3050rueckux Gopm, He BKIIUEHHDBIX B faHHbIN
nepeyeHb, OCTATCA HepeLweHHbIMU Ha 3aKOHOAaTeNTbHOM
YPOBHe, UTo TPpebyeT rNpuBReYEHUs BHUMaHWA Kak COOTRET-
cTBytoulero kKomurteTa focygapcrseHHON Jymb, Tak 1 Mn-
HUCTepCTRA 3apaBooxpaHerus PO. K Takum 3abonesaHusam
oTHOCKTCA Bonesxb MNMomne, nnn rvkoreros Il tuna,

bonesxb Momne agnaeTca ayTOCOMHO-pELIECCUBHOW
6one3HbI0 HAKOMMEHWUS, NPYU KOTOPON UMEETCA reHeTU-
yecKn feTepMnHUpoBanHbid gedbuunt anbda 1,4-rmoko-
3ugasbl (GAA, nnn kucnow manetassl). leH gaHHoro dep-
MEHTa KapTUPOBaH Ha AIHHOM fede 17-1 XpoMOCoMbi
(nokyc 17g25.2-3). Hanbonee yacto BCTPeUaoTCA vHda-
TnbHas dopma BonesHu 1 Gopma C NO3LHUM HAUANIOM,
WHdaHTrNbHas dopma NPOTEeKaeT TAXKENO 1 XapakTepu-
3yeTCA KaphuoMmeranuen, reHepanuioBaHHON mbtiley-
HOWM CNabocCTbio, CHUKEHNEM MblLLeUYHOro TOHYCa, rena-
TOMEranmen 1 CMepTbio B TeUeHUe NepBoOTo roAa »KU3HU
OT pecnupaTopHbIX OCNOXKHEHUI. KANHUUeCKan KapTu-
Ha uxdpaHTUILHOW hopmbl GonesHu Momne JOCTaTOUHO
OAHOPOAHA, UMEeHHO 3Ty dopmy 3aboneBaHus ornucarn
W. K. Mfomne 8 1932 r. [4]. CywiecTayeT MeHee TAXKeNo npo-
Tekalowasa Heknaccuueckas Gopma 3aboneBarus, onucan-

Has [. Xepc [5]. Dopma ¢ no3aHnm Havanom, KoTopyio eile
Ha3bIBAIOT IOBEHW/IbHOW GOPMON, YN B3POCON GopMOit,
BO3HWKAET NOCAE NEPBOro rofla X13HW v Bbi3biBaeT Npo-
TPECCUPYIOWYIO MbILLEYHYIO C1abOCTh U HAPACTAIOWLYIO
AbIXaTeNbHYIO HEJOCTATOUHOCTL. Y GOpMbl € No3gHUM
HavanoM PecnMpPaTopHble OCNIOKHEHNS YaCTO UMEIOT ce-
Pbe3Hble KNYHWYeCKUe rnposasneHns. Pasnnurbie Gopmbl
B OCHOBHOM KOPPENUPYIOT C akTUBHOCTLIO GAA, KoTtopasn
y MiafeHues Mnaawe roga o6biuHo Huske 1 % Ot HOpPMbI,
B TO Bpems Kak rnpu oseHunbHol popme ~ meHee 10 %,
a 'y 83pocnblx MeHee 40 %. PacnpocTpaHeHHocTb HonesHu
Momne ¢ no3gHMm Havanom coctasnset 1:57 000 [6].

Knuxuueckne cumntombl GOpPMbl C NO3AHUM Hava-
nom ¢ camoro AebroTa npegctaBneHbl, Npexae Bcero,
MuonaTuen, Npupoga KOTOPoW MOXeT ObiTb HEACHO
ANVUTENBHOE BPEeMSA, UTO MOXET NMPUBOAMTL K NO3aHen
AnarHoctuvke 3abonesaHua. Moilwevnan cnabocTb npeob-
najaert B mMblllLaxX Ta30BOro NoAca, UTo 3aTpyfHAeT ber,
xofb0y Mo necTHule, BCTaBakue co CTyna; cnabocrts co-
npoeoxaaerca 6onbio B MbILLILIAX W Crasmamun (Kpamnn),
[TonosvHa nauveHToB ¢ NO3AHUM Havanom 3aboneBaHus
NCrbiTbiBaeT 6OMb B OQHOW WAK HECKONBKWX YaCcTAX Tena
[7]. MeiweyHbie runoTpodun COOTBETCTBYIOT CTeneHu na-
pe3os. Takke 8 Hauane 3aboneBaHnA y 4acT NauMeHTos
MOryT ObITb BbIABNEHbI TPYAHOCTN KeBaHNA 13-3a cnabo-
CTV MbHLULL HYPKHEN YeIIOCTY, CHUKEHIE MMOTOUHOMO ped-
NeKca 1 3aTPpyaHEeHUA NPW rnoTaHum [8].

CHMKeHre QYHKLUUU BHEWHEro AbiXaHus 3a cuyer
BOBReueHUA MbilWL Auadparmbl npu 6onesun Momne
C NO3HVUM HAYANIOM MOXET ObITb HEGONBLWVM 1 NOTOMY
He3ameyeHHbIM. [Ipyrum cepbesHblM 0CnoXxHeHnem 60-
nesxu MNomne mMoryT ObiTb aHEBPW3MbI MO3TOBbBIX apTepuii
[9]. Y B3pOC/bIX MALMEHTOR KNNHNYECKAA KAapPTUHA MOMXKeT
BbITb reTepPOoreHHO, MOXKET UMUTUPORATL ApYyrue Heps-
HO-MbllweyHble 3abonesaHus [8]. AnddepeHumanbHbiin
Anardo3 moxeT notpeboBaTbea ¢ Apyrumu 3abonesaHn-
AMU C CUMITTOMaMK MUOTIATAY — MbILLEUHBIMU ANCTPOPU-
AMU, CUHAPOMOM MECTKOW TePMUHANBHOW HUTKU, MUOTO-
HuYeCKon aucTpodurel, reHepan3oBaHHON MUacTeHVEN,
CNUHANbHOW amroTpodUeln, MUTOXOHLPWUANbHBIMI MNO-
NaTUAMK, NOAUMNOINTOM. TTOCKONBKY PaHHWE CUMNTOMDbI
Honesnu Momne ¢ NO3AHUM Ha4asloM HecreynpUYHbI, Ha
NOCTaHOBKY AMarHosa TpebyeTcs, No UMEVMCH AaH-
HbiM, OT 5 fio 30 neT B ogHou Tpetu cnyyaes [10].

O 6onesHu Nomrie HaJo 3alymMaTbCa Bpadam Ha nep-
BUYHOM Mpreme, Bpauam obLLel NPakTuKK B TeX CUTYaLIMAX,
Koria y nadyeHTa UMeeTcs mMblllieuHas ¢nabocTtb, cnabocTtb
AbIXaTeNbHON MYyCKYNaTYpbl U/Wnv r108biLeHNE MbiLLEYHBIX
3H3UMOB. 3a nocnegrue 5 net B Poccrn BbigeneHo 38 cnyyva-
eB bonesnu Momne, U3 HUX 25 — € NO34HUM Hauyaiom, B TOM
uucne B 11 cnyvasx — y B3pocbix. Cneiyet OTMETUTb, YTO
yxe bonee 5 net B Poccnu ctana focrynHa GecrninatHas au-
arHoCTVKa PAaa SH3MMOMATVN (NMpenmMyLecTBeHHO 13 rpyn-
bl NN30COMHbBIX HONE3HEN HaKoMeHKs), B TOM YMCITE My-
kononucaxapwposoe I, I, VI Tvnos, 6onesmn louwe, 6onesHn
Kpabbe, boneznu HumaHa — Nuka, Tun C, 6onestu Gabpu,
HonesHu Momne 1 HeKoTOPbIX Apyrux 3abonesaHui. Mpn
3TOM MpaKTUyeckn mobol Bpay, Nogo3PEeBatoWni IN30C0o-
MHYI0 BONe3Hb HAKOMNEHUA, MOXET 06PaTUTLCA Ha «ropA-
Yyl anHrio» [11], 6ecnnatHo nonyunTb MHdGOpMaumo 06
uccnefoBaHnAx, NpoBecTy 3a6op v oTIpasky Gruonorive-
CKOro MaTepuana 3a npegesbl pernoHa Ang NCCNeloBaHus.
JH3MMOAMArHoCTUKa NposoanTca B TeueHne 10-14 gHen,
MOMEKYNAPHaA ANarHoCTKa — OKOJO Mecaua.

Ana prarHocTukn HenocpenctBeHHo GonesHn [Tomne
B KauecTse CKPUHVIHIOBOrO TeCTa UCMONb3YeTCs OLeHKa aK-
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TMBHOCTY GepmeHTa GAA, B KauecTse NOATBEPKFAIOLLEro
TeCTa — OUeHKa HYKINeOTUAHOW NocnefoBaTenbHOCTY reHa
GAA [12]. O6a TecTa NpoBOAATCA 13 BUOMOrMUYECKoro Mare-
pyana, Nony4eHHoro NyTem HaHeCeHNUs HeCKOTbKUX Kanenb
KanunnapHoW KPoBK Ha CNeuyanbHO MOAroTOBAEHHYHO
dunbTpoBanbHyto ymary (METOR Cyxoro nsTHa, unn DBS
{dried blood spot)) [13]. 3abop kanunnspHo KpoBw NMPOBO-
AUTCA aHaNoOrnUHO AeNCTBYIOWMM rpaBunam NposeaeHns
HeOHaTanbHOrO CKPUHMHIA HOBOPOXAEHHbIX B Poccuy,
1 TOCKONbKY NOCINefHNI NPOBOAWUTCA BO BCEX PErvOHax
CTPaHbl, CrieLmanbHble GnaHki 418 3a0opa 1 creumanbHo
0ByUEHHbIN MeAVILMHCKIR NepCOoHas MEIOTCA NPaKTUUECKN
B KaX0W MeaULIMHCKOW opraHn3aumy, paboTalollen ¢ peT-
CKUM HaceneHueMm, a 3HauuT JOCTYNHbI [T UCNONb30BaHKA.
MNocne ABYX-TPEXHACOBOro BbICYLIMBAHUA NMOANMCAHHDIN
1 YNAaKoBaHHbIN B ByMarkHbiid KOHBEPT BraHk ¢ nHpopmu-
POBaHHbLIM cornacvem naLmeHTa OTRPABAETCA KYPbepCkon
Cny»00M B Begyume defepanbHble MeuKo-reHeTuueckme
LieHTPbI CTPaHbl ANA MpoBeeHuA J1abopaTopHbIX nccne-
[OBaHWN. INs OLEHKN aKTUBHOCTU KUCNOW ManbTasbl B Ka-
yecTse f1abopPaTOPHOTO TECTa, Kak rMpaswno, NPUMEHAETCS
TaHAeMHasa Macc-CnekKTpoOMeTpYA ~ MeTOA UccnefosaHna
BELIECTBA, OCHOBAHHbIA Ha onpeaeneHun OTHOLLEHUA Mac-
Cbl K 3apARY NIOHOB, 0OPA3YIOLLMXCS NPU MOHU3ALIN KOMIO-
HEHTOB MPobbl. ITOT TECT CoueTaeT B cebe NpocToTy BLIMNOA-
HEHWA W BbICOKYIO YYBCTBUTENBbHOCTL, ABMAETCA ONTUMaNb-
HbIM CKPVHUHIOBbLIM TECTOM, Tak Ha3blBaeMbIM «30MOTbiM
CTaHZAPTOMP, NO3BONSIOLLMM MANOVIHBA3NBHO, BbICTPO 1 f0-
BOJbHO TOUHO OMPefenvTb Halune AepuLnTa akTYBHOCTY
bepmenTa. OH MOMKeT ObITb MCNONb30BaH AN CKPUHWUHIA
H0NbLIOro UKca nayueHToB MHorux GonesHen obmeHa.
[HK-puarsocTtyika nposoanTcs npy Hanuumm gedutiura GAA
B Ka4ecTse [0MOSTHUTENIbHOMO TeCTa NPW NoATBEP KA IoLLEN
aviarHocTuke boresHy Momne — OHa 3aKiouaeTcs B BbiABe-
HUK 3HAUYUMbIX BapUaHTOB (MyTauuni) B reHe GAA meToaom
CEeKBEHUPOBaHWA KOGUPYIOLUMX ¥ MPUNErAIoWNX UHTPOH-
HbiX obnacTteln. bonbWHCTBO BOMBbHbBIX ABMAOTCA KOMMNA-
yHA-reTeposurotamm, MyTtauuu reHa GAA, npysoasiyme
K pazsutuo donesHu MNMomrie, MoryT 6biTh BbIABIEHDI MPY
UCCReoBaHisX METOaMMN CEKBEHNPOBAHIA HOBOFO NOKO-
nexun (next generation sequencing (NGS)) ¢ nocnegytowmm
MpoBefeHNEM HarpaBNeHHOro MONEKYNAPHO-TEHETUUECKO-
ro aHanvsa MeTofom TRAAWLUOHHOTO CeKBEHUPOBAHWA MO
Canrepy. MonyueHHble pe3ynbTaTbl NO3BOMSIOT MPOBOAUTD
MPOCNeKTUBHOE MENKO-TeHEeTUYECKoe KOHCYTETUPOBRaHWE
Y MOTYT UCMONB30BATLCA LNA MPEeHaTanbHOM ¥ NpeumniaH-
TAUVOHHOW AMarHOCTUKIK B Cembe nNpobaHfa.

Uenb ~ npeacTasnTbh aHanu3 BefeHna NayueHTKy
¢ 6onesHbio NomMre, OTHOCALENCA K rpynne opdaHHbiX
3aboneBaHui, 0aa YNyYlweHns QUarHoCTuKy, feueHus,
KauecTBa »KU3HM U CHYXKEHUA YPOBHA NETanbHOCTK OT
JaHHOW natonornu,

MATEPUANDBI N METOLb!

B craTbe nNpefcTaBneH KNUHUYeCKUA cnyyan rmvkore-
HO3a Il TYMNa ¢ NO3QHUM HaYarIoM y B3POCAOro — HonesHu
Momne. MauverTtka C., 34 net, obpatvnach K Ham 8 2017 1.
€ »anobamu Ha obLYI0 MbilieyHyo cnabocTb, 60sib B No-

" SICHUYHOM oThene no3BOHOUHVIKa NMpu AnUTeltbHOM CTOA-

HUW; 3aTPYOHEHWS MPY NPUYeCckiBaHKN BOOC 13-3a Ca-
6OCTN B PyKax; TPYLHOCTW MPY MOMbITKE NeYvb — Nprxo-
OUTCA NepeKnafbliBaTb HOM Ha KPOBaTh, Mpu xofibbe no
NeCTHULE, MPU MOMbITKE CECTh B TRAHCMOPT; 3aTPyHEeHNA
NPV PasrnbaHuv TYNOBYLLA U3 NOMOMKEHWUA «B HAKIIOHY;
OABILIKY MPW NOLBEME Ha OLWH AECTHUUHDBIA MPOSIET Uin
npvi xoae6e Ha 100 MeTPOoB; TPYLAHOCTW NpY BCTaBaHUU

¢ KopToueK. Bo Bpema cHa MauneHTKa npocbinaeTca, 4ro-
6bl NOBEPHYTHCA Ha BOK (CMeHa MoNoXeHuA Tena).

WcTopus 3abonesanua: ¢ 2008 r. nauvieHTKa crana ot
MeuaTb TPYAHOCTU MPY BbIXOAE 13 MaLUWHbI, HaYana, no ee
CNoOBaMm, 3anVHaTLCA U MafaTb. CUMMTOMbI COXPAHAMNCH Ha
onHom yposHe fo 2013 r,, ganee crana otmedarto HapacTa-
HUE MbILLIEYHOW ¢rabocTi, Bonbile BbIPAaXKEHHOW B HOrax.
BozHukin TPYLGHOCTY MpW BCTaBaHWK C KOPTOUEK, CO CTYa,
BbI3biBaNa 3arpyaHeHne xoabba no CTyneHAM NeCTHNLb,
npu GU3KnUecKMXx HarpysKax otMeudana BO3HWKHOBEHVe
OObIWKW 1 yCuneHve MbilleuHoi craboctu, B ansape 2017 1.
NPW NOMbITKe CeCTb B aBTOOYC He CMOTAa NOGHATL BTOPYIO
HOTY Ha CTyNeHbKy, yrana nog astobyc, HO yaanocs bnaro-
NOSTYUHO NOLAHATLCA € MOCTOPOHHEN nomMolbio. C 2017 1,
cTana obpalaTbCs B MeAULIMHCKE OpraHn3aLiy, roe »xa-
NOBbI ¥ CUMINTOMBI MHTEPMPETUPOBANUCH KaK NPOABNEHS
OCTEOXOHAPO3a NO3BOHOMHIIKA W BEreTaTUBHON AUCPHYHK-
unn. B mapte 2017 1. xKeHWWHe Bbino AaHo HanpaBneHnea
Ha CTayMoHapHoe feyeHre B HeBPONOTMUYeCcKkoe OTAENEHE
CypryTckon OKPYKHOM KNUHKUECKOR BonbHILbI. Ha otbope
B CTALMOHAP NauyeHTKe Briepsble Obll BbICTaBNEH Mpeasa-
pUTENBHBIN AnarHo3: NOACHO-KOHEUHOCTHAA MUONaTus, re-
HeTUUYeCKn He yTouHeHHaa Gopma. bbino pekomeH[oBaHo
ambynatopHoe obcnefoBaHue: ornpefeneHe akTUuBHOCTY
MbHUEYHBIX H3UMOB (KpeaTUHPOoCPhoKMHa3bl, MruornobuHa
B CbIBOPOTKE KPOBW), UronbuaTas anektpomuorpadus (IMF),
MeOunKOo-reHeTrUYeckoe KoHcynbTiposaHue, B mae 2017 1.
NaLmMeHTKE MPOBeIeHO MEANKO-TEHETUYECKOE KOHCYNbLTYI-
poBaHVe, B pe3yfkTaTe KOTOporo 6bin B3sT obpaseL| Kposy
meTtogom DBS v HanpasneH pna nposenexHua naboparop-
HOW AuarHoCTUKY (onpegernexHve yposHa depmerTa GAA
n [JHK-grardoctuka npu Hanvann aepuumta GAA) B nabo-
paTopuiio HacneCcTBeHHbIX HonesHen obmeHa QepepanbHo-
ro rocylapCTBEHHOTO BIOAMKETHOIO HayUHOrO YUpexeHns
(OIBHY) «MefjuKko-reHeTUeCKuin HayuHbIvi LeHTp». Pesyrb-
TaTbi HEPMEHTOAUATHOCTUKIN OblNY FOTOBbL Ha 14-11 feHs,
OHK-guarHocTrky — Ha 33-1 geHb ¢ MOMEHTa NOCTYMNEHNH
BVIONOrMYeCKoro Mmatepuasa naLUeHTK B 1ad0paTopuio.

B pesynbrate obcrniejoBaHUs ObIIO BLIABNEHO CHYA-
MKeHMe aKTUBHOCTH anbda-rmoKo3nasbl, COCTaBAIOLENR
29 % OT HWKHER rpaHuLibl pedepeHcHOro nHTepBana.
B rene GAA B pesynbrate NofHOro aHanvsa 3K30HOB
Y NPUeralLmnx K HAM UHTPOHHbIX 0bnacTel Obl10 BbIsiB-
NEHO N3MEHEHME HYKNeOTUAHbIX NOCNefoBaTeNbHOCTEN
B DenoK-KOAMPYIOLWeN YacTy reHa {C.): HyKneoTuiHoW no-
cnepnosartefibHOCTY €.-32-13T > G v HyKneoTUAHON nocne-
posarenbHocTy ¢.307T > G B reTepo3uroTHOM COCTOSIHUN,
YTO NO3BOJIMNAOC YCTAHOBUTL Hanmuume rnukoreHosa Il tuna.
B nepuog oxupanua pesynbsrarta aH3umo- 1 JHK-gua-
FHOCTUKW MauyeHTKa npoLuna rosTopHOe NronsyaToe
IMI-uccnepnoBaHvie, HO Ha 3TOT Pa3 0bacTeI0 UCCIe0-
BaHusa OblNU BbIOPaHbI HE TONBKO MbilliLibl KOHEUHOCTEN,
HO W rnapacriMHanbHbie mMblllbl. B Mbilillax KOHeYHo-
cTeld no-npexHemy Gbln 3aperncTprpoBaH HOPManbHbIN
SMI-natTepH, HO 8 NaPaCNUHANBHBIX MbiLLLAX BbIABIIEHbI
V3MEHEH WS, CBUABTENLCTBYIOWME O MbilleYHOM nopa-
HKEHUMN: PE3Koe YKOPOUEeHNe BIUTENLHOCTW U CHUPKEHWE
aMmnAnTyfbl NOTEHLMANOB ABUraTeNbHBIX € QUHWUL, MO M-
OTEHHOMY TUMNY € YMEPEHHOW CMOHTAHHOW akTUBHOCTbIO.

MNocne ycraHosneHus guarkosa nayyenTka npoLwna
nonHoe obcnefoBaHve 4na OnpefeneHns CTEMEHN 3anH-
TePecoBaHHOCTU BCEX OPraHOB U CUCTEM, Pe3yrbTaTbl KO-
TOPOro NpefcTaBneHbl ganee,

Hespornoruueckuil CTaTyc: co3Hanue AcHoe. KorHmtums-
Hole GyHKLWN He cTpagatoT. OBLLEMOIrOBbIX CUMITOMOB HET.
3pauku pasHble, QoTopeakumsa NpaMas 1 CORPYKeCTBEHHas




coxpaHeHa. [IBumkeHuA rnasHsix A0f0K B NOfHOM obbeme,
Hucrarma Het. CnabocTy KeBaTeibHbIX Mbltul HeT. JTuo
cummeTpuyHoe. GoHaumna, rmoTaHne v apTUKYIIALWA He Ha-
pyileHbl. MOTOHHbBIA pedneKc CHYXEH. A3bIK No ueHTpY, 6e3
atpoduit v dacynKynnsunia. Pednexkcos opanbHOro aBTo-
MaTu3Ma HeT. MbllleyHan cuna B pykax 5 6annos 8 aucrasib-
HbiX oTAenax 1 4 6anna B NPOKCUMAnbHbIX OTAeNax, B HOrax
B AMCTaNbHbIX OTAeNax 5 6annos 1 B NpOKCMManbHbiX OT-
faenax 3 6anna. MbllEUHbI TOHYC B KOHEUHOCTSX CHYDKEH.
funoTpodua ML NeYeBoro nNosAca B BULAE <KPblnoBm-
HbIX» NIOMATOK; rUIOTPOGUSA ATOAWUUHBIX MblwL,. [Mybokue
pednekcbl CHUXKEHbI, pasHble. Matonornueckux pednexkcos
HeT. BpiotiHble pedneKkcbl Kueble. OTMeUaeTcA CKNOHHOCTh
K 3anopam. PacCTpowicTB KOOPAMHALMY 1 PABHOBECUA HeT.
HapyuweHuii vyBcTarTenbHOCTY HeT. OTMeYaIoTCA npreMbl
«TeCTHUYHOTO BCTaBaHus». [1py nepexope 8 ropr3oHTasnb-
HOE TOJNOXKEHUE PYKaMU BbiHYXKAeHa NogHUMaTb HOM Ha
nocrenk. BCraTb ¢ KOPTOUEK CaMOCTOATENIbHO HE MOKET. [1o
POBHOI NOBEPXHOCTV NEPEABWIraeTCA CamOCTOATENbHO, De3
MOCTOPOHHEN NOMOLLY; NMOX0AKa He uameHeHa. [Npu scTasa-
HUU CO CTyNa npuberaeT K MocTOPOHHER MoMOLLY.

B BUOXMMUYECKOM aHanunse KPoBW — YBENNUEHME Kpe-
atnHudochokunrasel (KOK) 1 muornobura (KOK - 689,0
U/L npw Hopme go 167 U/L; muornobur — 390,7 mkr/n npu
HOpMe [0 76 MKI/N); yMepeHHoe MOBbILLEHNe aKTUBHOCTA
TpaHcamuHas: anaHuHammHoTpancpepasa (ACT) — 88,0 U/L
npwu Hopme ao 32 U/L; acnapratamuHoTtpancdepasa (AIT) -
101,0 U/L npw Hopme 33 U/L; ocTtanbHble nokasarenu B rpe-
faenax Hopmeol. MiccnenosaHuie HeCNpOBOLMPOBAHHBIX fbl-
xaTesibHblX 0ObEMOB M MOTOKOB (KOMIbIOTEPHAA Crvporpa-
bus) HapyweHN QYHKLMY BHELWHETO AblXaHWsA He BblABY-
no. PexTreHorpadun nerkux — 6e3 natonoruu. Ynstpassy-
KOBOE UCCNefoBaHNe NMeYeHU MaTonorin He BbIABUAO.

Mo pesynbraTam sxoKapauorpadbun pasmepbl Kamep
cepgua B npeaenax Hopmbl. CUCTONUUECKas GyHKLUA Ke-
nypoukoB xopotuas. Mpu uronbuaton Ml B Halem nc-
ciefoBaxny B 60ONbLWON ArOAUUHOW W rnapacnuHanbHon
MbILULIAX BbISBAANOCH PE3KOE CHVKEHWE ANMNTENbHOCTN
NOTEHLWANO0B ABUTaTENbHbLIX eNHAL, U CHUMXEHWE MaKcu-
ManbHOW 1 cpefHen amnantyabl (8 6ONbLIOKN ArogUUHON
MblLLIUE) MO MUOTEHHOMY TUMY. CrIOHTaHHAA aKTUBHOCTL He
shisiBneHa. Mo pesynsratam o6ciefoBaHna ObINO ClenaHo
3aKNouUeHne, YTo B 6oNLLION ArogUYHOR U napacnuHanb-
HOW MbiLLILIAX CNeBa BbIABMAOTCA NPU3HAKA HEaKTUBHOIO
nepeuUYHO-MbiLeYHOro npouecca. o gaHHbIM MarHuTo-
pesoHaHcHoi Tomorpaduu (MPT) markux TkaHen befep
BbIABNEHbI UCTOHUEHNE MbILEYHON TKaHWU, HapylweHue
APXUTEKTOHWKY, YepefoBaKue YacTUHHO COXPAHEHHbIX
MblLLL, ¥ GUOPO3HO U3MEHEHHDbIX TsXKel, boriblle Bbipa-
XeHHble B nesol koHeuHocTu. [NposegeHo MPT-uccnego-
BaHUE MbILLIL, CMUHBI HA NOACHUUYHOM YPOBHE: OTMEUANOCh
HapyLUEeHVEe apXUTEKTOHVIKW MbllUL, Crivkbl, 60nblue sbipa-
KeHHOe CneBa, B BuAe YepefoBaHns Grbpo3vposBaHHbIX
MbILLEYHbIX BOSIOKOH € YacTUUHO COoXpaHeHHbiMn. MarHuT-
HO-pe3oHaHcHana apTepuorpadua LepebpanbHbiX COCYL0B
He BbifiBUWIA ABHbIX MPV3HAKOR aHOMANN VX PassUTKA.

WNccnepoBakne BHITIONHANOCH Ha 6ase MenUyHCKNX
opraHuzauun r. CypryTa npy cobNIofeHnn 3THUeCKNX
HOPM, U3NOXKEHHbIX B XeNbCMHCKOW geknapayun n fu-
pektuBax EBponeiickoro coobiectsa (8/609EC), u ¢ no-
nyyeHuem fno6poBONLHOrO MHGOPMMPOBAHHOTO COrMMa-
CWA Ha yyvacTve B OOCNIE[0OBAHUM 1 NIeYeHun,

PE3YNbLTATBI U UX OBCYXMIAEHUE

Cumnrombl y naumeHTkn C. 6biNv NpeacTasneHbl
B febloTe 3abonesaHua passuTVemM MbliledHolk cnabo-

CTWN, MEANEHHO HapacTaloLen, ¢ 3aUHTepPeCcoBaHHOCTbIO
npexae BCero rnapacrnHanbHbIX MblilL, 8 TaKKe Mbllll
Ta30BOrO W nfiedeBoro nosca. CUMNTOMbI HapacTanu Ha-
CTOMBKO MEQJIEHHO, YTO MaLUEeHTKa AinTensHoe Bpems
He UCNbITbiBana TPYAHOCTEN B ObITY U COLMANbHOMN »Ku3-
Hu. TTosogom ans obpaleHus B MeguuuHCKIE yYpex-
OEHWNA CTalv ABHbIE CUMNTOMbI MbllLledHOW cnabocTu,
npuBefWWe K NageHunio 8 anu3oae, notpebosasiuem
MOBUAN3ALNN MbILIEUHOW CMbl, — MOAbEM Ha CTYMEeHb-
Ky aBTOOYCa OKa3ancsa HeBO3MOMHbIM, NaJeHe B aHano-
FVUHOM CAYUae MO0 NPeACTasnATb Yrpo3y ANA XKU3HN.
ObpatjeHue K Bpavam NepsuUyHOro 3BeHa He nNpuBesno
K IMarHoCTUKe MMonaTtun. Bpaun nepBuUHOro 3seHa, Kak
OKazanoco, 6biny mMasno 3HakoMbl C MUOMaTUeR B3IpoC-
NbIX U MHTEPRPETUPOBANM CUMITTOMbE KaK NPOABIEHUS
OCTEOXOHAPO033, OAHaKo BOMbHbIE C MO3AHUM HAaYaNOM
HonesHy HepeaKko UCMbITBIBAIOT GO B TEX WU NHBIX Mbi-
weyHblx rpynnax. OcobeHHOCTbIO KIIMHUUYECKOTo CryYas
ABNAETCA OTCYTCTBUE MbILUEYHON 3aMHTEPECOBAHHOCTH
APy UroRbYaTOR MUOrPadUnt MbiUL, HYDKHUX KOHEYHO-
CTel U BbIIBIEHE MbILWEYHOrO Nopakerus rno IMr-nar-
TEPHY TOfIbKO B MapacnvHaibHbiX MbitiLiax. ITo QUKTYeT
HEeobXOAMMOCTb TATENBHOrO BbIBOPpa MbilLL ANiA NpoBe-
JAeHWsA UrofbuaTon anekTpoMmuorpadun,

Ecnu nccnepoBaHve Mbitll KOHEYHOCTEN He BbiAsNAeT
NEePBUUYHO-MbILLEYHOrO NoparkeHua, 370 He ABNARTCA OC-
HOBaHWeM A UCKMtoUeHus myoratui, Mpy Hanuuum mbl-
WeYHOW ¢fiabocTyl Y MaLmeHTKY He BbIABMEHO HapyleHWA
Kak QYHKLMN BHEWHEero AblXaHuA, Tak U cephevHon fes-
TenbHoCTW. VI3MeHeHW CO CTOPOHbI BHYTPEHHUX OPraHOB
Ha 3Tarne Hawero obcnenoBaHna He ObiNo BbIABNEHO, ITO
WANIOCTPURYET OTHOCKUTENbHO [JOOpOKavecTBeHHOE Teue-
HWe rAnKorero3a li Tuna ¢ NO34HUM HauanoMm y B3pocsbix.

HecmoTpa Ha meg/ieHHO nporpeccupyotlee Teuexve,
60ne3Hb NOCTENEHHO NPUBOANT K OCSIOMHEHWAM 1 NHBa-
RVAN3ALKAN NaLMeHTa, B CBA3W C UeM aKkTyanbHO MaKCu-
MarnbHO paHHee NpoBegeHre creundruueckoro neyeHns,
HarpPaBAEHHOTo Ha 3amMefieHne rnporpeccnpoBanns 60-
NE3HN 1 NoaLepKaHre ONTUMANbHOIrO KauecTBa XU3Hu.
Ho 2006 r. natoreHeTU4eCKoro neveHust Honesmu Momrne
He CyLecTBOBaNO, 6OMbHLIM OKa3blBanacs TONLKO Nannu-
aTuBHaA nomoub. Crieuuduryeckan Tepanmnsa okasanacb
BO3MOXHOW TOMbKO C CO3/laHnem npernapara, 3ametlato-
Wero AeduUnTHLIN GepmeHT ~ anrnoKko3ugasst anbda [2].
B Poccuuy npenapart anrnokosvgasa ancda (Manozanm®)
3aperncTprposar B 2013 r,, ogHako obecneveHre naymnex-
TOB ITVIM NPenapaTom NpeLcTaBnsaeT bonblue CNOKHOCTY
113-3@ ero BbICOKOW CTOMMOCTW. [MnkoreHos Il Tuna He oTHO-
cuTCA K rpynne 3aboneBaHnia U3 7 HO30/10MVII, B Cilyyae Ko-
TOpbIX ObecneyeHue NeKapcTBEHHbLIMU NnpenapaTamm OT-
HOCUTCA K MOMHOMOUUAM dhefgeparnbHOro opraHa ucnonHu-
TenbHow Bractu. Mockonbky He BCe cyObekTbl Poccnickon
MPepepaly MMEIOT BO3MOXHOCTb B MOMHON mepe obe-
CNevYnTb AeKaPCTBEHHbIMK MperapaTammy OUeHb BbiICOKOM
CTOUMOCTY HOMbHbBIX C OPhaHHbIMK 3300/1eBaAHVIIMU, 3TO
NPUBOAUT K CYAeOHbIM UCKaM K PervoHanbHbiM OpraHam
KaK CO CTOPOHbI rpaaaH, Tak ¥ UHULMNPOBAHHBIM B MHTE-
pecax rpaxfaH npokypatypon. Kpome Toro, 6onesHb [om-
ne He BXoAuT B [NepeueHb KU3HeYrpoXaLWunx v XPoHuye-
CKUX Mporpeccupylowmx pegkux (opdatHbix) 3abonesa-
HUIA, MPUBORALLMX K COKPALLEHUIO MPOACIKUTENBHOCTY
MKUZHU FpakaaHnHa U MHBaNWAHOCTY, NPeyCMOTPeH-
HbIX Y. 3 cT. 44 QepepansHoro 3akoHa ot 21.11.2011 N2 323,

Takm 0b6pazom, obecrnevueHne nekapcTBEHHbIMY
npenapaTtamu naymeHToB ¢ bonesHbio MNomne 3akoHopa-
TENbHO HE OTHOCUTCA K NOAHOMOUNAM OPraHoB rocygap-
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cTBeHHOM 8nactu cybbekTos PO B cdhepe oxpaHbl 310po-
Bbfl. BHeceHHbl# B [OCQyMY 3aKOHOMPOEKT, KOTOPLIA pac-
cMaTpuvBsaeTt nepefiavy Ha peflepantHblil ypoBeHb NOAHO-
MOUMI 1Mo odecrneveHuio eKapcTeaMm 1 Cneuvanninpo-
BaHHbBIM MEAULNHCKAM NMUTAaHWEM MaLueHToB ¢ opdaH-
HbIMU 3a00NeBaHWAMMK, BKIIIOUEHHbBIMY B CneLanbHbli
nepeueHb, He pacnpocTpasaeTcs Ha bonesHb MNomne.
Anrmokoavgasa anbda (Manoszanm®) He BXOAWT U B CNu-
COK MMN3HEHHO HeoOXOOMMbIX Y BarKHENLLINX NleKapCTBeH-
HblX npenapatos. OfHAKO B HacToALLee Bpems 3TO efinH-
CTBEHHbBIV 3aperncTpupoBaxHbIil B Poccun npenapat gna
bepmMeHTIaMecTUTENbHON Tepanun Npu fasHom 3abo-
nesarnu, Gupma CaHoodwu, npoussofawan Manosanm®,
npoeoauT uccnegosarue Safari EFC14028 (COMET) ana
oueHkn 3¢pPeKTUBHOCTY APYroro npenapata, noka Ha-
3BaHHOro Heosanm, HO Kakue OyayT pesynbraThl nccne-
[OBaHWA, KakoBa OyneT CTOMMOCTb HOBOrO rnpenapara
1 BygeT nu OH 3aperucTpuposan B Poccum —~ BONpochl
Janekoro dyayuwero Ana Hy»Qalowmxca nayueHTos n nux
nevauimx spavelt. B nepcnektnee KpaHe BakHO, UTOObI
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