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Cumno3uym «4acTble KAMHUYECKUEe caydyau
Ha npueMe y neguartpa»

B xoae XXIV KoHrpecca negmnatpoB Poccumn ¢ MexxayHapoAHbIM y4acTueM «AKTyalslbHble npo6/ieMabl
neaguatpmm» 0co60e BHUMaHUE YAENSI0Ch NepBUYHON MEAULIMHCKON MOMOLUM AETCKOMY Hacese-
HWIO, UMMYHOIMPOUIaKTUKE UHEKLMOHHBIX 60/IE3HEN B NeANATPUH, a TakKe opdaHHbIM (PeAKUM)
60s1e3HAM. B pamkax Xl EBpa3uiickoro ¢gopyma rno peakum 6oaesHam 3 mapta 2023 r. cocTosi/ics
CUMIO3MYM «HacTble KJIMHUYECKME ClyHan Ha rnprueme y neamatpar, KoTopbli rMpuBJieK 0C060€ BHHU-

MaHuWe pasJindHbiX crielynaincToB.

MUpe HacuyuTbiBaeTcs oKono 7000 peakux (opdaH-

HbIX) 3a60/ieBaHUM, KOTOpble MPEeUMYLLECTBEHHO MpPO-
ABNAIOTCH B AETCTBE U BCe 60/blle NPUBEKAIOT BHUMaHUE
neavaTpoB M Bpavyer MHbIX CneuuanbHOCTEM MO MPUYU-
He pa3paboTaHHbIX COBPEMEHHbIX METOAOB AMArHOCTUKM
W NeYeHunsl, OKa3blBatoLLErO BAMSHWE Ha Ka4eCcTBO M NPOrHO3
KM3HU NaLMEHTOB C 3TUMMU 6GONE3HbIMM.

B pamkax X| EBpasuickoro ¢opyma no pegkum 6ones-
HAM 3 mMapTta 2023 roga coctosancs cumnosmym «Hacrtble
KJ/IMHUYECKUe cllyyau Ha npueme y neguarpar, KOTopbii
npuBnek ocoboe BHUMaHWE cneuunannctoB. B KadecTBe
npeacenaTenen BbICTyNUAN BeyLIME POCCUINCKME SKCNEPThI
H.A. Bawakmap3se v E.l0. 3axapoBa. Hay4Hasa nporpam-
Ma OxBaTblBana LIMPOKUM CMNEKTP PEeAKUX HacneacTBeH-
HbiXx 3a6ofeBaHMn, TakKnMX Kak 6one3Hb HumaHHa — [uKa,
TMn A/B, 6one3Hb lNomne u myKononucaxapugos (MIIC)
pasnnyHbIX TMNOB, 0CO60 BblAENAs BOMPOCHI AWArHOCTH-
KW 3TUX MaLMEHTOB W OMUCaHMUS KJIMHUYECKMX ClyYaeB.
CneunanucTbl NOAENUANCL CBOUM MPAKTUYECKUM OMbITOM
OWNArHOCTUKM IM30COMHbIX 60O/IE3HEN HAKOMNEHMS, paccKa-
3anM 0 MeToAax NevYeHUss U HaNOMHWAM 06 aKTyallbHOCTH
npo6nembl opdaHHbIX 3aboneBaHWn, a TaKXKe OTBETWUIM
Ha BOMpPOCHI cnywarenen.

CUMMNO3MYyM OTKPbIT A.M.H., 3aBelylolwmnn oTaeneHnem
ractposHteponornn ansa petern HUW neamaTtpum u oxpa-
Hbl 3g0poBba aetern HKL, N°2 dIrBHY «PHLX um. akag.
B.B. MeTtposckoro» A.H. CypKoB. B cBoeM JoKnaje OH npea-
CTaBWUN KIIMHUYECKUI Cllydan pebeHKa, KOTOpbIM C paHHero
BO3pacTa Habnogancs C Bblpa)XeHHOW renaTocniieHoMe-
raaven M MHoroo6pasvem [Apyrux HecneunmpuyHbix Mnpo-
SBNIEHUN, TaKMX KaK YacTble GPOHXMTbl, pecnupaTopHble
MHDEKUMKU, MHEBMOHUMU, PUHOGDAPUHIUTLI, CUHAPOM LMTO-
nu3a. B nocnepyouwem y pebeHka Habnoaanncb OAblWKa,
3aTpyAHEHME HOCOBOrO [blXxaHus, 6bICTpas yTOMASEMOCTb,
3ajepKa GU3NYECKOro pasBUTUS, AUCAMNUAEMUS (MOBbI-
weHune XC-JIMHIM, XC-NTNOHT, TpurnMuepnaos), oTcTaBaHne
B 06y4yeHunm B WKone. Mpu rocnutanusaummn B PegepanbHbiin
LleHTp B BO3pacTe 7 neT 4 Mec No pesyfbratam NpoBeAeH-
HOW MarHUTHO-PEe30HaHCHOM Tomorpadumn GPIOLHON NOMo-
CTW 6blNv BbISIB/IEHbI BblpaxeHHas renatocnieHomeranus,
anddy3sHble U nepunopTanbHble U3MEHEHUS NeYeHn, Gubpo-
anacTomMeTpus nokasana ¢ubpos3 ctaaum F4 no Metavir.
Ha KoMnbloTEPHbIX TOMOrpaMMax OpraHoB rpyaHOM NONOCTH
Hab6noganoch Andbdy3Hoe NoBbIWEHME NIOTHOCTU JIEFOYHOM
TKaHW Mo TUNY «MaTOBOro CTeK/a», paBHOMEpPHOE yTonlle-
HUE MHTEPCTUUMANbHOM TKaHWM BHYTPU- U MEMKAONbKOBbIX
neperopofok. B xoae foo6cnefoBaHns B NyHKTaTe KOCTHOIO
Mo3ra 6blin 06GHapPYXeHbl KPYMHbIE MHOMOSAEPHbIE KNETKU
C NEHWUCTOM LUTOMNIa3MON, TMCTUOLMTOS3 «MOPCKOW CUHEBDI»,
no pesynbraTtaM 0dTasbMOCKONUM Ha Ma3HOM [HEe BbIsiB-

fIEH CMMMNTOM «BWLIHEBOW KOCTOYKM». HM3Kas aKTMBHOCTb
depmeHTa Kucnasa comHrommenmHasa Oblna NoATBEPKAEHA
C MOMOLbIO TaHAEMHOM Macc-CMeKTPOMETPUMU, @ MONEKY-
NIAPHO-TEHETUYECKUI aHaNN3 ONpeaenna NnatoreHHy myTa-
uunto reHa SMPD1 B roMO3UIrOTHOM COCTOSIHUM U, COOTBET-
CTBEHHO, NOATBEPAMN AnarHo3 «6onesHb HumaHHa — [ukKa,
Tmn A/B». A.H. CypkoB B CBOEM BbICTYM/IEHUM OTMETUN,
4TO pebeHOoK 6onee 7 neT Habngancs 6e3 ycTaHOBIEHHOTO
AvarHosa. B xoae foKknaga aKcnepT nog4yepKHyN BarKHOCTb
MEXAMCLUMMAMHAPHOIO MNoAxoAa K AMarHOCTMKE G60Me3HU
HumaHHa — lMuka, TN A/B (aednumT KUCnon cOuHrommenu-
Ha3bl), TaK KaK 3TO CNOCOGCTBYET paHHEMY OOGHapyMXeHUo
naTonornmn 1 NOMIOKMTENbHO BIUSET Ha MPOrHO3 U Ka4yecTBO
KMU3HM NaLMEHTOB.

Cnefylouwnn, He MeHee UHTEPECHbIW, KIMHUYECKUI CNy-
yan pebeHKa C HEOOBACHMMbIM MOBbILEHWEM alaHUHAMMU-
HoTpaHcdepasbl (AJIT) / acnapTaTaMuHoTpaHchepasbl (ACT)
M MUMonaTuen npeacTaBuia 3aBeaytollas HEBPOIOrMYECKUM
otaeneHvem [BY3 «KoHCynbTaTUBHO-AMArHOCTUYECKUI
ueHtp ana geten» ud Cankt-letepbypra E.B. CHeroBa,
KOoTopasi B Xo[le CBOEro BbICTYM/IEHUS paccKalana O cembe,
B KOTOpPOM Yy ABYX AeTen, 6paTa U cecTpbl, 3apuKcMpoBa-
11 CTOMKOE MOBbIWEHWE YPOBHA TpaHCaMWHa3. Y AEeBOYKM
TaKe OblNa BbiSiB/EHa renaToMeranus HesCHOro reHesa,
YTO MOCNYXWIO MOBOAOM A/ MPOBeAeHUs Guoncum neve-
HU 0N UCKJIOYEHUS LMPpO3a M ayTOMMMYHHOro renatwu-
Ta. Kak pesynbtaT — HM OAHa NaToNorus He BbISIB/EHA,
npu 3TOM CTabWbHO COXPaHANIUCb YMEPEHHOE MOBbLIWEHWE
ANT/ACT 1 noBbIWEHHbIM YPOBEHb KpeaTUHHOCHOKMHA3bI
(KPK) (~500 E/]), 4yTo noTpe6oBasno aanbHenwmx obcnenoBa-
HWI. Mo pe3ynbTataM 0CMOTPa BpayoM-HEBPOSIOrOM Y A€BOY-
KW He 6blNo BbIBAEHO 04aroBOW HEBPOIOrMYECKOM CUMMTO-
MaTWKM, CYXOXKUMbHble pedneKcbl B HOPME, MUOMaTUYECKUX
NMPU3HAKOB HeT. Y MasjbynKa 3aPMKCUMPOBaHbI HUCTArMm,
3aflepKa pocTa, MOTOPHOIO W pevyeBoro pasBuTus. CTouT
OTMETUTb, YTO Y 060UX eTen He Obl10 0OGHaPYKEHO Kapau-
oMWONaTWK, HapylWeHWN CEpPAEYHOro puTMa W Ablxatesb-
HbIX PaccTponCTB. PEPMEHTHbIN aHaNMU3 BbISBU CHUXEHME
aKTMBHOCTM anbda-rnoKo3unaasbl, YTO MOCAYKMI0 NOBOAOM
HanpaBWTb AETEN HAa FEHETUYECKUI aHaNn3, NOATBEPAMBLINIA
MyTauuu B reHe GAA. B pe3ynbraTe Obl1 NOCTaB/ieH AnarHo3
«rnuKkoreHogs Il Tmna, nnn 6onesHb NMomner. Ha cerogHAWHUM
fJeHb 06a pebeHKa ycrnewHo noayyaoT GepMeHTo3amecTu-
TenbHyto Tepanuio. E.B. CHeroBa oTmeTuna Koppensiuuio
MeXAay YPOBHeM TpaHcamuHa3 u KPK u pekomeHgosana
npv Noao3peHun Ha 6o0ne3Hb lomne onpenenaTb aKTUB-
HOCTb KucCon anbda-rioKo3nhasbl METOLOM «CYXOro nsr-
Ha». [JaHHble KIMHUYECKWe Npumepbl obpallatoT BHUMaHWe
Ha TO, KaKMM pa3HbiM TeYeHMEM MOXKeT obnagaTtb 601e3Hb
[Momne. KnaccrMyeckn OHa NposiBASETCH MNPOKCUMasbHOM
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MbILEYHON CNaboCTblo M HapyleHUem GYHKUUK AbIXxaHus.
Kak MOXKHO yBUAETb U3 NPEACTABNEHHbIX KIMHUYECKUX CNY-
4yaeB, 60/1€3Hb HAKOMEHUS Ha HaYaNbHbIX CTagusAX cnocob-
Ha NpoTeKkaTb 6€CCUMMNTOMHO U UMETb NLLb NabopaTopHble
MapKepbl. BHMMaTeNnbHOCTb cneumManncToB M MHGOPMHUPO-
BaHHOCTb O pa3HbIX BapuaHTax TeyeHus 60ne3Hu lNomne
NO3BOSIUT CBOEBPEMEHHO AMArHOCTMpoBaTb 3aboneBaHue
W YNYYWWTb NPOrHO3 U KA4eCTBO XM3HU NaLMEHTOB.
3aKnynTenbHblM  AOKNah npeactaBun npodeccop
Kadeapbl rocnutanbHon neanatpun CaHKT-MeTepbyprcKom
rocyAapCTBEHHOIO MeaMaTpPUYecKoro MeaMLMHCKOro YHM-
Bepcuteta A.M.H. M.M. KocTuK. B Hem 6bls1 pacCMOTpPEH
KJIMHUYECKNI cnyyan pebeHKa ¢ TYronoABMKHOCTbIO CycTa-
BOB HESICHOro reHesa. B xoge BbICTynneHUs 6bin 03BYYeEH
cleayoLmi BblBOA: TYTONOABUKHOCTb B COYETAHUU C U3Me-
HeHHOM GOpPMON CycTaBOB, KOTOPble NPOTEKaT 6e3 oTBe-
Ta Ha Tepanuio rnoKokopTukomaamu (FK) u Hectepowma-
HbIMW MPOTUMBOBOCMANUTENBHBIMK NpenapaTtaMu, a Takxe
6e3 BOCNaneHns U OTeKa, ABNSAIOTCA XapaKTepHbIMU NpU-
3Hakamun MIC. Takxke 6bl10 OTMEYEHO, YTO YacTo U3MeEHe-
HWe cycTaBoB TpebyeT anddepeHLnanbHON AUarHOCTUKM
C IOBEHUNbHBIMW apTpUTamK, T.e. Bpay-peBMaToNor MOXKeT
6blTb MEPBbLIM CNELMaNUCTOM, K KOTOPOMY 06paTUTCS Nauu-
€HT. bbin cgenaH akueHT Ha To, 4To 60ne3Hb AeboTUpyeT,
KaK NpaBuo, C NOpaxKeHns CyCTaBOB KUCTEW PYK, Nlyyesa-
NSACTHBIX, JIOKTEBbLIX U NJIeYEBbIX CYyCTaBOB. Hannyune «cyxo-
ro» apTputa 6e3 0TeKa, OTCyTCTBME O0TBETa Ha Tepanumto MKC,
0COGEHHO B COYETAHUM C KNanaHHbIMKM NOpOKamu cepaua
(aopTanbHOro UAM MUTPAJbHOIO) U MYNOYHOW UK NaxoBOWM

rpbixen, — noBof 3anogo3putb MIMC 1 HanpaBuTb NaUMeEH-
Ta Ha KOHCynbTauMio K reHeTuKy. lNMpodeccop npusen anro-
pUTM, pa3paboTaHHbIi UM MU KOMaHLOM BeYLINX IKCNEPTOB
Poccuitickon depepauun, nomoraroumi UCkIoUMTs MIC
| TMnNa, a Tak)Xe yKka3an Ha AONOMHWUTENbHbIE CMMNTOMbI,
xapaKTepHble ana MMC | Tuna: rpybble 4epThbl AuLa, rena-
TocnneHomeranus, NOMyTHEHWE POroBULbI, YacTble OTUTHI
WU PUHOCHHYCHTDI.

Ha cumnosunyme 6bin TaKkKe 3aTPOHYT BOMPOC cylle-
CTBYIOLWMX CKPUHUHTOBBIX NporpaMm. Mo MHEHUIO aKcnep-
T0B, B Poccun uLenecoobpa3Ho paclimpeHue nporpamm
CKPWHWHIa — 4N Fpynn pUcKa UAK B permoHax ¢ BblICOKOM
pacnpocTpaHeHHOCTblo 60Mne3HU. [Jaxke B 3aTPyAHEHHbIX
YyCNOBMSAX HEOBXOAMMO chenaTb BO3MOXHOW CBOeBpe-
MEHHYIO U AOCTOBEPHYIO AMArHOCTUKY peakux 3abonesa-
HUM Ha caMblX paHHMX 3Tanax. MauneHTbl AOMIKHbI 6bITh
y6exaeHbl, 4TO AMarHoCTUKa 1 neveHne opdaHHblx 3a60-
NeBaHUN, AOCTYMNHbIE B MMPE, MOTYT 6blTb AOCTYMHbI U pOC-
CUMCKMM NauMeHTaM — He3aBWCUMMO OT pPernoHa npoxu-
BaHMS.

OpdaHHble 601€3HU OTIMYAOTCH NOJMCUCTEMHOCTBIO —
KaK npaBuio, MMeloWwnecs CUMNTOMbl He YyKnaAblBaloTcs
B NPMBbIYHbIE AMArHo3bl. HAacTOPOXEHHOCTb, Npexae BCero
CneLunannMcToB NEPBUYHOIO 3BEHA, a TaKXKe Y3KUX Cneuu-
anucToB, M NPMUBJIEYEHNE BHUMAHMUS K YacTblM CUMATOMaM
opdaHHbIX 3a6oneBaHU NO3BONAT COKpaTUTb NyTb 6O0JIb-
HOro 0 KOPPEKTHOro AMarHo3a, a CBOEBPEMEHHOE naTore-
HeTM4ecKoe NievyeHne obecneymT nyylwee KayecTBO HU3HU
nauueHTam u Ux CeMbsIM.



