KJIAMHUYECKUU CJIYYAU HACJEACTBEHHOU TEMATYPUU

Boimosanuiam: [IIadapmosa A.B., Maxanosa A.C., opauHaTopsl 2 roaa Kapeaphl rOCIUTaIbHON IIeAHaTpUT
Hayunbii pykoBoauTesb: Tymr E.B., K.M.H., 101IeHT Kad)eapbl TOCIIUTAIBLHON NIEAUATPUN

PI'bOY BO «IIMUMY» Mun3apasa Poccun

AKTYAJIBHOCTH Hos0ps 2017 rona

IToBTOpHO rocMTaIM3UPOBAH B CBA3U C YXYyAILIeHHEM cocTosiHUs Ha poHe OPBU.
Cunznpom remarypun BoisiBiusiercst y 0,9-4% pereit m JUTMTETBHOE BPEMsl MOKET | 9AM Vi.eec = Besox r/i Sp B 0/3p
SBIIATBCS E€AUHCTBCHHBIM ITPOSIBIEHUEM ITOpaKeHUs mnouyek. KinmHuyeckas kapTuHa 1011 04

]

CILJIOIIb
CHHJIpOMAa reMaTypHH BapbUPYET OT CIy4YalHON HAXOIKHU IPH MPOXOXKICHUH ILIAHOBOIO
O6C§£I[OB&HI/IH ):}[](1)3 TXBpH. I;—}I,aCJIGI[CTByeHHBIe Hecppgnamﬁ Hé)pemcoﬂ ACOITUPYIOT C 1012 0,21 3-5 nemsu, 100-120 msu
CUMIITOMA HW30JIMPOBAHHOM TEMATypHUH, OOHAKO IPH OTCYTCTBUHM TEPAllUM MOXKET 1010 0,27 4-5 memsy, 10-90 m3m
Pa3BUTBCA IPOTPECCHPYIOIEE CHIDKEHHME TIo4YedHbIX (yHKmmil. Dto T1pebyer | IloceB Mmoum Ha duiopy Muxkpodiiopa He 0OHapyKeHa.
KOMILUIEKCHOTO TOAXOJla M YETKOM TAaKTUKW TPU BBIACHEHUHM TPUYMH CHHIPOM | QAK AHEMHs CpeHell CTeNeH: TskecTH, yekoperue COD o 24-
IreMaTypui. 20-10 mm/u.
Bblﬂﬁ:;g:e n:;qnn Cungpom Aabsnopra buoxumusi KpoBHu bes naronoruu. Ilokazarenu oOMeHa kene3a B HOpMe.
— HaciecTBEHHOE MYJIBTHCUCTEMHOE CKo® Dopmymna [orremns: 60 mi/mMun
yq(i;g;ﬁiili[};;éﬁa%gf >4 3a00seBaHme N DA KpoBH Ha Brrasiiensl anturena knacca IgM, IgG k BIID 1,2 tuna, IgG
Yacrora Becrpedaemoct CA — 1:5000 ATUNNYHbIC MHPEKIUU K nuromeranosupycy, IgG k BI'H6.
Ouenuts obuiee JICTCH. ¥Y3HU nouex YIJIOTHEHHUE KOPKOBOTO CJIOS TTIOYEK.
COCTOAHUC HallUCHTA Myranus B rerax o3 -, o4 -, ad -
OGpaTuTh BHAMAHKE Ha neneit koanareHa IV tuna (COL4A3,
OTIOHATE IBHBIE CHMITTOMBL COL4A4, COL4ADb). I'eneTn4yeckoe ncciaenoBanue — aekaopps 2017/r.. BeisiBieHa reMU3UroTHas myTanus B 9
YacTo CHHIPOM SBISETCS X- 3k30He reHa COL4AS (chrX: 107816804 GyA), npuBonsiias K 3aMEHe aMUHOKHUCIIOTHI B
YCTaHOBUTH MPOUCXOXKICHUC CIeTUICHHbBIM 156 mosmmuu Oenka (P.Gly156Ser, NM _033380.2). I'eTepo3uroTHble W T'e€MO3UTOTHBIC
(rmoMepyIsipHas, V JIeBOYEK — 4ACTO POTEKALT myTaruu Tumna mucceHc B rene COL4AS omnucaHpl y MallMEHTOB ¢ CUHAPOMOM AJIbIIOpTa
MOCTITIOMEPYJISIpHAsT) GECCHMIITOMHO, 8y MaJIEIHKOB — (OMIM: 301050). Ilo COBOKYMHOCTH CBEICHHI, MyTallHI0O MOXXHO pPacIlCHHBATh Kak

BEPOSITHO TMAaTOreHHyrl0. l'eHeTHYeCKOe HMCCIeI0BAHUE MaTepu — C-M AJBIOPTA,

MOCTEIEHHOE PAa3BUTHE
Mmiaziero opara (2 roma) — c-M Anbnopra (CHMITOMOB HET).

BreigscHUTE ceMeMHbBIM aHAMHE? . o
HEUPOCEHCOPHOM TYTOYXOCTH

B03MOXHO MOJIEKYJISIPHO-

3an0103pHTh TeHETHYECKHE TeHETHYeCKOe 0GCIICIOBAHHE, KOHchIbTI/IpHOBaH podag. HBEI‘I/IHI)IM A-H (MOCKB;:, HI31): 9
3200JIeBAHUS HPEITOUTHTEBHEE BCCi CCMb. Jluarno3 — HacnenctBeHHbIM HEDPUT, CUHIAPOM AJbIOpTa (FEMU3UTOTHAsI MyTallHs B
sk30He rena COL4AD).

LEJTb AynuoMeTpuueckoe o0CIeJ0BaHNE — CITyX B HOPME.
AMOynaTopHO moay4daia KypcaMu MEMOPaHOCTa0OMIN3aTOPhl, aHTUATPETaHTHI.

[IpoaeMOHCTpHUPOBATH CEMENHBIN CIydall HACIEACTBEHHON HE(pOaTuu ¢ CUHIPOMOM

reMaTypum Asrycr 2018 ruoz(a )
['ocriuTanu3nupoBaH SKCTPEHHO B CBA3M € (DEOPUIBHOM JTUXOPAJIKOM B TEUYEHHUE MOCIETHUX 3
MATEPHUAJIBI U METO/IbI | JTHEH, TIOSBICHHEM MOYH KPAaCHO-KOPUYHEBOTO IIBETA.
. OAM beJjiok r/a JPUTPOUMTHI B I1/3p

[TareHT — MaJIBYMK 6-TH JIET, TPOXOAUBIIHNN 00CIIE€JOBAHUE U JICUCHHUE B 10
neauarpudeckom otaesieany 'bY3 HO JII'bNel r. Huxknero Hosropoma. ITpoBenen ! CILIOME
aHaJn3 aMOyJIaTOPHOM KapThl MAIMEHTA, a TAK)KE KJIMHUKO-aHAMHECTHUYSCKHUX JTAaHHBIX 0,32 4-6 neuswm, 80-100 n3m
U pe3yJbTaTOB J1a0OPAaTOPHO-UHCTPYMEHTAIBHBIX HCCJICIOBAHUM, ITOJTYUYCHHBIX B IloceB Mouu Ha uiIOpY Muxkpodiiopa He 0OHapyKeHa.
CTallMOHApE U aMOYJIATOPHO, TAKKE OLECHEHBI PE3YJIbTAThl TCHETHYECKOTO OAK Anemus nerkoii crenenu, yekoperue COD 1o 42-23 mMm/4.
o0clieIOBaHKS YWICHOB CEMBH (MaTh, MIIAIIINI PEOCHOK ).

buoxumus KpoBu 1 CPb no 46 mr/i, ocTaiabHbIC ITIOKA3aTeIn B HOPME.

NMOJIYYEHHBIE PESVIBTATHEI | Hpoﬁa 3MMHHIIKOIO I[I/Iyp€3 —550/390 mn , yI[GHBHBIﬁ Bec — 1008-1025

CK® ®opmymna [lIBapua: 88 mi/mMuH, popmyna IlIBapu-JInona: 79

Maapuuk A. 9 Mmec. niepeBecH U3 MIbNe23 B Heponornueckoe oraenenue JJI'KbNel MIL/MHUH

B sauBape 2017 roma c¢ gumarHozoM: OPBU, ocTpelii ABYXCTOPOHHUM OTHT.

NaTepcTHraibHbIl HehpuT? CyTounast Moya Ha Oesok | 0,22 r/cyT

Y3U OBII u XoisecTas, Hepe3Kas JieopMaliis TMIOTOHUYHOIO KEITYHOTO
AHaMHe3 KH3HH: HacJieAcCTBeHHOCTb: 3a0pPIOLIMHHOIO ITy3bIps, YBEIUYCHUE JIIMHHUKOB IIOYCK, YINIOTHCHHUE
* 2 0epeMeHHOCTH (1 — Hepa3BUBAIOIIASICS ) y Marepd u 0aOyIlIK{ II0 NPOCTPAHCTBA KOPKOBOTO CJIOS ITOYEK.
* Y Mambl B IEpHUOJT OEPEMEHHOCTHU: AHEMUS, B JVHUU Marepu —
P P ’ _ P Hosiopb 2022 roaa
OAM — MukporemMarypus (0eJI0K — oTp., XPOHUYECKUI
VYxyaiienue B BuJe INOMyTHeHHsS Mouu Ha ¢goHe OPBH, oTka3z oT rocmuTaiu3aliuu,
spuTpouuThl 10 10 B 11/3p) IJIOMEPYJIOHE(PPHUT,
o0OciieoBaH aMOyJIaTOPHO.
* Poxpel mepBeIE, CPOUYHBIE ITYTEM KECAPEBA CEUCHUSL. reMarypudeckas  (opma
CoCTOosIHWE TPY POKICHUHN YIOBIETBOPUTEIBHOE, (HACJICICTBEHHBIN OAM Benok ria IPUTPOUHTEL B 11/3p
3aKpHyYal cpasy. BckapMimBaHME TPYIHOE, IPHKOPM HEe(pHUT), y OaOyIIKH IO 1,7 Sorailag et S 15y
- o Bo3pacty. [Ipod. npuBuUBKHU — MO JIMHUH Marepu — IloceB Mouun Ha uiopy  Mukpodiopa He 0OHapyKEHa.
WHINBU BHOMY I'padUKy. MECSIIEB aHAJIU3bI 7 y ~ -
TBHIyalbHOMY rpaduky. [lo 9 Mecsues aHamms PEBMATONZHBIM dPTPUT. OAK AHeMmus cpeiHel CTENEHHU, TUIIOXPOMHAs, HEUTPODHIIbHBIH

KPOBU U MOYH HE CIABAJIH. .
P A JIEUKOIUTO3, TPOMOOLINTO3, yckopeHue COD go 50 Mm/y.

®eppaJnb 2017 roga buoxumMusi KpoBHu ['unoniporenHemus, xene3oaeduunt (5,95 Mmmons/n).
bojieH B TeueHne Heaeln, 3a00€N ¢ OBBIIICHUS TEMIIEpaTyphl Tena 10 (heOpHIbHBIX CK® dopmyna IlBapua: 108 mu/muH, hopmyia [lsapi-Jinona: 97
mudp. IlepeBenen u3 MHGEKIHMOHHOIO CTAIlMOHApPAa B MEAUATPUUECKOE OTICICHUE MIT/MUH
COMATHYECKOTO CTaI[MOHApa B CBSI3U ¢ M3MeHEeHUsIMU B OA M.
g B JleyeHUM: aHTUNIPOTEUHYPHUUYCSCKAS TEPaIIHsI
OAM bextok r/a IPHTPOLHTEI B 11/3p Auartos: HacirenCTBeHHER (uarnoutopsl AIID), nHQYy3nOHHAS Tepanusl,
0,25 /-8 memsm, 200-220 u3m He(pHT - (;?];III'[IP 10 I\STAHBHOpTa' IIPOTHBOBOCIIAIUTEIbHAS TEPaAs IIPH HEOOXOTUMOCTH;

0,03 40-50 u3m, 10-12 Heusm MeMOPaHOCTA0MIN3aTOPhI, BATAMHHOTEPAITHS.

OAK Anemus cpensen crenenu Tsokect, T CO9 go 20-23 Mm/4. BBIBOJIbI |

buoxumus Kenezonedbunur (3,2 MKMOJIB/JT), OCTaJIbHbIE NOKA3aTEIIN B

Ha npumepe 1aHHOTO KJIMHUYECKOTO ClTydasi MOKHO IPOCIEANUTH ITYTh OT MEPBBIX
KPOBH npeaeaax HOPMBbI. y

CHMIITOMOB 0 OKOHYATEJIbHOW MMOCTAHOBKM AWArHO3a. Y YAThIBAsA JOCTATOYHO BBICOKYIO
CKD ®opmyna [lorTens: 64 Mi1/MuH pPacpoCTPaHEHHOCTh, Pa3HOOOPA3NE KIMHUYECKUX MPOSIBICHUN CHHAPOMA AJBIIOPTA, a
TAaK)KE€ HEOJIAarONPHSITHBIM IPOTHO3 ITPHU NPOTPECCUPYIOLIEM TEUEHUH, HEOOXOITUMO
AOCTATOYHOE BHUMAHHWE YACSITh pAaHHEH THArHOCTHUKE JITAHHOTO CHHIAPOMA, TaK Kak
CBOEBPEMEHHO HadaTasi He()pONMPOTEKTUBHAS T€PAIHS ITO3BOJIUT 3aMEJIUTh TEMITbI
MIPOTPECCUPOBAHMUS TOYEYHON HEAOCTATOYHOCTH Y TTALIMEHTOB.

Y3U OBII n YMepeHHas renaToMeraivs, XolIecTas, BelpakeHHast HeponaTus,
3a0PIOIIMHHOIO | pACHIUPEHUE YAIICYKH ITpaBoil MovykH, yrioTHeHue YJIK odbenx
MPOCTPAHCTBA | MOYEK.

Cnucok cokpamenuii: OAM — o6mwmii anamu3 Moun B n/3p — B mose 3peruss  RQ I'K — pentrenorpadwus rpyaHoii kinetkn  ABT — anTuOnoTHkoTepanus ACJI-O — anTucrpenronusua O




