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Iean padoTsl — orvicaTh KMHUYecKuii crydait CFHRS-
Hedponatuu, MoTpedoBaBIIUi nUdGbepeHINATbHOTO
JIarHO3a MEXIY HO30JIOTUSIMU, UIST KOTOPBIX XapaKTepHO
pazButue C3-HedponaTuu.

Marepuaisl u MeToabl. [TanveHTka, 31 rog, mocrynuia
B peBMaTojiormyeckoe otneneHre Kb Ne 1 mm. H. W TIn-
poroBa ¢ xajno6amu Ha 00Jib B KOJIEHHBIX M TOJIEHOCTOIT-
HbIX cycTaBax. VI3 anamHe3a: B eBpasie 2017 . BriepBbIe
BBISIBJICHBI TTPOTEUHYPUST 10 1 T/, MUKporeMaTypusl 10
15—20 sputpouuToB B noJie 3peHus1. B anpene 2017 . mo-
ciie nepeHeceHHoro OP3 nosiBuiach 00J1b B MOSICHUYHOM
obsacTu, BHepBbie 3aUKCUPOBAHO MOBbINIeHUE Al
10 170/90 MM pT. cT., mpotenHypusi 1o 1,5 v/ Bmae 2018 1.
BO BpeMsI TOCITUTAIA3ALIMYI B HE(POJIOTMYECKOE OTAEIEHUE
COXPaHSUTUCH MIPOTENHYPUsI, MUKpPOTeMaTypus, aHaJIn3
kpoBu Ha AH® 1:320 (MMMyHOOJIOT OTpULIATEJIBHBII),
Ha AHIIA, antuTtena K ¢poconunuaaM — oTpuLaTeIbHBIE.
TTo naHHBIM cuMHTUTpaduu noyek — nuddy3HbIe U oYa-
TOBbI€ M3MEHEeHUsI B 00erX MoYKax. JlaHHBIX, TOBOPSIIIIAX
0 TaTOJIOTUM TTOYEYHBIX COCYAOB, HE MOJy4YeHO. 3aro-
JIo3peHa CUCTEeMHas KpacHasi BOJIYaHKa ¢ MOopaXeHUeM
MovYeK, MMMYHOJIOTUYeCKUMU HapyieHussMu (AH®D+,
cHukeHre C3-KOMIIOHeHTa KoMmIuieMeHTa). Ha3zHaueHbl
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npeaHu30710H 10 Mr/cyT, ruapokcuxiopoxut 200 Mr/cyT.
IManueHTKe BhINOMHSIACh HEDPOOUOIICHSI, OMHAKO B CBSI-
31 C HEJOCTAaTKOM T'MCTOJIOTMYECKOro MaTepualia uccie-
JnoBaHue 0bU10 HeMH(popMaTuBHO. B anpesne 2019 1. BbIsB-
JIEHO TOBBIIIIEHUE YPOBHS KpeaTMHUHA 110 735 MKMOJIb/JI,
AH® menee 1:160 (MMMyHOOGJIOT oTpulaTeIbHBIA). 1o
JTaHHBIM Hedpoduorcuu: TMdOGY3HBIIT UMMYHOKOMILIEKC-
HBII IJToMepyIoHedPUT ¢ peodiagaHreM aeno3uton C3,
LJIOMepPYJIocKiIepo3 (ckiaepos 6onee 80 % KiyGOUKOB),
XPOHWYECKOE BhIPAXKEHHOE TYOYJTOMHTEPCTULIMAIEHOE BOC-
MajieHue, TOTAIbHBIN OCTPBI KaHAIBIIEBBIN HEKPO3, TS-
KEJIBIA TYOYJIOMHTEPCTULIMANBHBIN (hropo3 (>80 %), Bro-
puYHas ocTpasi TpOMOOTUYEeCKasi MUKPOAHTUOIIATHSI.
C aBrycta 2019 . ”HUIIMUPOBaHA MPOrpaMMHas 3aMeCTU-
TeJIbHAs MoYevHas Tepanus, MPoJoKeH TprUeM TIpel-
HU30JI0HA, TUAPOKCUXJIopoxrHa. B nabopaTopHbIx aHa-
au3ax KpoBu oT uiojig 2020 r. oTMedaaoch CHUXKEHUE
C3-koMmmoHeHTa KoMiuieMeHTa 10 0,45 r/in (0,76—1,64).
ITo manusiM KT opranoB rpyaHoit kiaetku ot 07.07.21:
JNIBYCTOPOHHUI TUAPOTOPAKC, 3aCTOMHBIE M3MEHEHMS
B MaJIOM KpyTre KpOBOOOpaIlleHUs, TUAPOINIEPUKap/, TUM-
daneHomnarus cpenocteHus. B arycre 2021 . mpoBeneHa
aJUTOTPaHCIIaHTALMS MOYKU. [TOBTOPHO KOHCY/IBTUPOBA-
Ha HehPOJIOrOM, IMArHO3 «CUCTEMHAast KpacHasi BOMTYaHKa»
MOCTABJIEH MO/ COMHEHUE, PacCCMaTPUBAJICS BOITPOC O KOM-
ouHanuu C3-raomepynoHedprTa U aTUITUYHOTO TEMOJIH -
TUKO-YPEMUYECKOTO CUHIpoMa. JIaHHBIX B TIOJIb3Y TeMO-
JIM3a nojaydyeHo He Obuio (ounupyouH, JIAI — Hopma).
Jng Bepudukanuu reHeda C3-riiomepyiaoHedpuTa mpo-
BEJICHO FeHETUYECKOE UCCIEIOBAHUE, BBISIBJICHBI MyTallUsI
CFHRS B reTepo3MroTHOM COCTOSTHUM (B F€T€pO3UTOTHOM
COCTOSTHUM MYTAallUM B TaHHOM T'e¢HE MOTYT IPUBOINTH
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K pa3BUTHIO HeponaTru, CBI3aHHOM C HEIOCTATOYHOCThIO
CFHRS) u myrauuu B reHax CFH, C3 u MTHFR B re-
TEPO3UTOTHOM COCTOSIHMU. PeKoMeHa0BaHa Tepanusi: Ta-
KpPOJIMMYC TPOJIOHTMPOBAHHOTO HIeMcTBUS 12 Mr/cCyT,
MuKogeHoa0Bas kuciaoTa 1mo 720 Mr 2 paza B CyTKHU, Me-
TWITIPETHU30I0H 12 Mr/cyT, akynu3ymad 1200 mr 2 Hen,
MUKOGhEHOI0Basl KMUCI0Ta OTMEHeHa B Hos0pe 2021 1.
B CBSI3Y C pa3BUTUEM THIPOTOpAKCa.

B auBape 2022 1. obpatuiach B MOCKOBCKUIA TOPOACKOM
PEBMATOJIOTMYECKUIA LIEHTP C LIEIbIO UCKJITIOUEHUS CUCTEM -
HOIt KpacHOM BOJTYaHKU, OblIa TOCHUTAIM3MPOBaHa.

Pesyabratsl. [1o 1aHHBIM OU3KMKATBHOTO OCMOTPA KITU-
HUYECKUX MPU3HAKOB CUCTEMHOI KpPacHOU BOTYaHKU
HEe OTMeYanaoCh, KIMHUYECKUI aHaIU3 KPOBU, OOLIUIA
aHaJiM3 MOYM 0e3 OTKJIOHEHUI OT HOpMBbI, ypoBeHb C3-
1 C4-KOMIIOHEHTOB KOMIIEMEHTa Ha YPOBHE HUXKHEM
rpanuisl HopMEI (0,8 1 0,2 /1 cooTBeTcTBeHHO), AHD,
MMMYHOOJIOT aHTUHYKJIEAPHBIX aHTUTEN, aHTU(hOCHONIU-
MUIHbIE aHTUTeNa, aHTUTeNda K Kapauoaununy, Clg-
MHTUOUTOP OTpULATeNIbHbIe, 001U ounupyouH u JIJIT
B nipenenax HopMbl. ITo naHHbiM KT opraHoB rpyaHoit
kietku, DxoKI, Y3U OproliHoii MoJoCcTy NaTOJOTMYECKUX
W3MEHEHUI HE BBISBJICHO.

3akimoyenue. JJaHHBIA KIMHAYECKUN CTydyail IeMOH-
cTpupyeT peakuii Bapuant C3-HedponaTuu, npuBeaIei
B TeueHUe 3 JIET K Pa3BUTUIO XPOHUYECKOI OOIE3HU oYK
C5/1. B cBsI3u ¢ mepcucTupylollieit B TedeHue 2 JeT Mpo-
TeMHypuel, cHIkeHueM C3-KOMIUIEMEHTa, TTOBBIIIEHEM
tutpa AH® GonbHast Habmoganack v Hedposiora ¢ aua-
THO30M «CHCTEMHas KpacHasl BOJlYaHKa, BOJYAHOUYHBIA
Hedput». OmHAKO B CBSI3U C TEM, YTO OTCYTCTBOBAIMU
XapaKTepHbIE JUISI CUCTEMHOUN KpacHOU BOTYAHKM KJIM-
HUYEeCKHUe MPOsIBICHUS (ITOpakeHWe KOXU, CIU3UCTBIX
000JI0UeK U Jp.), UMMYHOJOIMYeCKe HapyLIeHUsI, JaH-
HBIA TMArHo3 UCKJIOYEeH (HECOOTBETCTBUE KPUTEPUSIM
ACR/EULAR 2019). Hanuuue ruaporopakca, IrMapore-
pUKapa B aHaMHe3e, BEPOSITHEE BCETO, ObLIO BBI3BAHO
azotemueil. Mopdosorndeckas KapTuHa OMorTaTta mouku
(mdby3HBIT UMMYHOKOMILUIEKCHBIN TJIOMEpYI0HEeMPUT
¢ mpeobysamaHueM neno3utoB C3), a Takke pe3yabTraThl
TEHETUYECKOTO UCCIEeNOBaHUS MO3BOJIUIU YCTAHOBUTH
nuarHo3 C3-rnomepynonatun (CFHRS-Hedbponatun)
W Ha3HAYUTh MNATOT€HETUYECKYIO TepaIuio dKyJau3yMa-
OoM.

C/NOXHOCTH KYPALWUW NALWNEHTA
C CMHAPOMOM [AYHA N NONMMOPBNAHOCTbBHO
B MOCTKOBWAHOM NMEPNOLE

3.A. Koixunosa, W.11. Hukummna, B.T. Martkasa
ﬂemc;coe peemamonocuveckoe omoenenue
DIbHY HUUP um. B.A. Haconoesoii, Mockea
e-mail: kolkhidovaz@gmail.com
Ienb padoThl — Ha TpUMEpPE KIMHITIECKOTO HAOITIoIe-
HYSI OIMCATh TPYIHOCTU Kypallny ITallUeHTKYU C CUHIIPO-
MoM JlayHa ¥ MHOXXECTBOM COITYTCTBYIOIIUX COCTOSTHHIA,

YCYTYOJIEeHHBIX TTepeHEeCEHHO HOBOW KOPOHABMPYCHOM
uHpexuueit COVID-19.

Marepuasl 1 Metoapl. [Tanuentka H., 9 net. Cpazy
TIOCJIe POXICHUS Y IEBOYKH JMATHOCTUPOBAHBI: CHHIPOM
HayHa, cunapomaibHasi ¢opMa BPOXIAEHHOrO Mopoka
cepala, nedeKT MeXKeTyJ0YKOBOM Neperoponku, nedexr
MEXIIpeICEPIHON TTePETOPOAKU, BbICOKAS JIETOYHAsI T -
TePTeH3UsI, HEMOCTATOUHOCTh TPMKYCITUIAIBHOTO KJlara-
Ha. C paHHero Bo3pacTa Habronasach HEBpPOJIOrOM Mo TMo-
BOAY 3aJepXKKU TICMXOPEYEBOT0 Pa3BUTHSI, OPTOTIENaMM
(BBIBUX JIEBOTO HAIKOJIEHHUKA KHAPYKU, JTaTePUTU3ALIUS
MPaBoOro HaJKOJEHHUKA, TUCITIa3usl 6J10Ka JIeBoro Oenpa,
LIeAHO-TIJIeUeBOM CUHAPOM, HECTAOUIBbHOCTh IIEHHOTO
oTHesla MO3BOHOYHMKA, spina bifida anterior C5-Thl),
odranbmonioroM (OU-MHONMUYECKUt aCTUTMaTU3M, pac-
xozsieecss Kocornaszue). 1o Xu3HEeHHBIM TTOKa3aHUsIM
MOCTOSTHHO ToTyyaja cuiaeHabw1, MallMTeHTaH, CIIUPO-
HOJIAaKTOH, a TAaKX€ HOOTPOITHbIE M aHTUTUIIOKCUYECKUE
npenapatbl. C 2018 1. mosIBUIKCH 00U B Ty4Ye3arsICTHBIX,
KOJIEHHBIX, TOJIEHOCTOITHBIX CYCTaBax, KOTOPbIE CBSI3bIBA-
JI ¢ apTponarveil B paMkax cuHapoMa JlayHa. B mapre
2020 r. ycTaHOBJIEH AMArHO3 I0OBEHUJIBHOIO UAMONaTuye-
CKOTO apTpuTa, Ha3HAYeH METOTPEeKCaT C yMEPEHHBIM I10-
JIOXUTEJTbHBIM 3(()EeKTOM, OTHAKO CTOMKAs TeHACHIIUS
K JIEHKOTIEHUM OTpaHUYMIa PETY/ISIPHYIO TePaITUIo.

BriepBble rocnuTaqM3upoBaHa B IETCKOE OTAEIEHUE
®T'BHY HUUP um. B.A. HacoHoBoii B HostOpe 2021 T.

Pesyasrarbl. [IpoBeieHHOE B IETCKOM OTICICHUN KOM-
IUIeKCHOe obciienoBaHue, B ToM yucie MPT B pexume
whole body, mo3BoMI0 NAEHTUGDUIIMPOBATH TPAKTUYECKU
TOTaJTbHOE MOJTUAPTUKY/ISIPHOE TTOpaXKeHNE C CAHOBUTAMU
U y4yacTKaMM OCTeuTa. DTO OKOHYATEJbHO MOATBEPAUIO
BOCTIAJINTENIBHYIO TTPUPOY 3a001€BaHUST, COMHEHUSI B KO-
TOPO#1 ObUTM BbI3BaHBI OTCYTCTBMEM 3HAUYMMOTO OTPAHUYEHHMSI
(byHKIIMM BCIIECTBYE SKCTPEMAJIbHOM TMITepMOOMIBHOCTHI
CYCTaBOB U HEBO3MOXXHOCTbBIO OILIEHKU CYOBEKTUBHOIO BOC-
MpUATUS OOJIY MALMEHTKOM ¢ cMHAPpOoMOM JlayHa. YUuThI-
Basl COXpaHeHWe aKTUBHOCTY Ha (hOHe TepaIriii METOTPeK-
CaToM, €ro IJIOXYI0 NePEHOCUMOCTD U3-3a JIEMKOMEHUH,
HAJIMYUE TSKEJI0N MYJIBTUMOPOMIHOCTH, TUIAHUPYEMOE
OIepaTUBHOE BMEIIATEILCTBO, OTHOCUTEIbHBIE OTPaHU-
YEeHUST K IPUMEHEHUIO0 MHBbEKIIMOHHBIX (POPM ITperiaparos,
MPEANOYTUTETbHBIM BEIOOPOM CTaJI0 Ha3HaYeHWE WHTU-
burtopa siHyc-KuMHa3 TodanutuHuoba. Tepanus mpoaoi-
>X€Ha C YIOBJIETBOPUTEIBbHOUN MePEeHOCUMOCTbIO U MOJIO-
SKUTETBHBIM 3 deKTOM, YTo o38O0 26.01.22 8 HMUIL
OTuO um. I'U. TypHepa npoBecTH KOPPUTUPYIOIILYIO Ba-
PU3UPYIOUIYI0O OCTEOTOMUIO AUCTATBHOIO OTAENa JIEBOTO
Oenpa, OTKPHITOE BIpaBJeHUE JIEBOTO HAAKOJEHHUKA,
BPEMEHHBIN MU (GU3N0/E3 MEIUATLHOTO MBIIIIEIKa JIEBO-
ro 6enpa. PaHHuii mocaeonepalliOHHBIN ITEPUO, MTPOTEKa
06e3 ocobeHHOCTel. B AeHb BBIMUCKU HaOIIOAaIUCh Ha-
yanpHble puzHaku OPBU. 03.02.22 noaTeepxkneHo 3a-
o6oneanne COVID-19, KTI1. B AT'KB um. 3.A. bauuisie-
Boit 07.02.22 ocylecTBIEHO BBEAEHUE MOHOKJIOHAIbHBIX
aHTUTeNl OamyiaHUBUMAO + 3TeceBuMad. JlabopaTopHO
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