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Buinucka u3 ucropun 6oJie3nu

KyabTaes danunan Boaarosuu 28.03.2023
[Ipoxxusaer mo anpecy: OMckas o6nacts, McunbKyabekuit p-H., r. UICHIbKyIb, yi. CoBeTckasy,
. 71, xB. 6.

KJINHUYECKHUU IUATHO3:

OcHOBHOM quarHo3: IlepBuunbIi uMMyHOoAeGUUUT: X-CLEIUIEHHEIH TUMPOIPOIH(EPATHBHEIA
cuaapoM 3 tumna (Mmytanus B reie MAGT1 ¢.958G>T p. (Glu320Ter) B réMU3UTOTHOM
cocTosiHuM). D 89.8

Ocnoxuenue: I{uroMeranoBupycHas HHbeknus (BUpeMus), peKOHBAJIECIICHT.

ConyTcTByromuii auarso3s: JXXenesoneduuurHas aHeMHS JIETKOU CTEIIEHH TSKECTH

AHAMHES3 XW3HU:

Pe6enok ot III 6epemennocty, II pomos. I 6epemernocts - 2011r. - poas! (Macca Tena 2200 rp. -
WHBAIMIHOCTh IO IEPBHYHOMY HMMMYHOAEDHUIUTY X-CHEIUICHHBINA JIUMQONPOIH(EpaTHBHEIA
cuHapoM 3-ro tumna), Il 6epemenHocTs - 2012r. - M/a, III 66pEMEHHOCTE - HaCTOSILA.

B I TpumecTpe - 5 - 6 HeleNs OTCIONKA XOpHOHa, 12-13 HeZenb OTCIIOWKA XOPHOHA, AHEMHS
107r/n. I (rutanenTouenTes) B 16-17 Hen. 3akmovenue reHeruka ot 03.11.2022 - mporro3s
JUISL JKM3HM IUIOJAa COMHUTENBHBIA, JUIA 3/0pOBbS HeOnaronpHUsATHbIA. Iloka3aHO mpepbiBaHue
GepeMEHHOCTH IO MEJMIMHCKAM IIOKa3aHHAM CO CTOPOHBI IUIofa. OT NpephiBaHMA MaTh

oTKa3ayiach. Macca TeJa Ipa poXKICHHUH - 55 €M, BeC - 3753r.
BaknuHaius— MEA.0TBOX .

BckapMiiBaH#e€ IPYAHOE, OPBMU He 60;Ien
Hameécmeenuoémzx OTSArOIIECHA

Mare: HocutenbctBo Myraumu B TreHe MAGTI1, OTBETCTBEHHOrO 3a IEPBMYHBLA

UMMyHOJAeUUUT. X-CUHEIUICHHBIN muMm@onponddepatuBabld  cugapom 3 tuma JIHK
IOATBEPKICHHBIN, HocUTEILCTBO MyTaluu B rene MAGT].

Crapmuii 6pat: D 89.8 X-cuemneHHsli mumMGonponupepaTuBHbIA CHHAPOM 3-T0 THIIA (MyTalus
c.985G>T (E320X) B rene MAGT1 B reMU3UrOTHOM COCTOSIHHH).

Anamues 3ab6o01e6anus.

B cBsI3M ¢ TeM, YTO MaTh MaleHTa SABIEeTCA HocuTeaeM Myramun B reHe MAGTI,
OTBETCTBEHHOI'0 3a NEPBUYHBIH HMMMYHOAEC(PHUUHUT. X-CHEIUICHHBINM JUM@onpondepaTHBHEIHA
cugapom 3 tuna JJHK moaTBep X IeHHBIM, HOCUTENECTBO MyTanuu B reHe MAGTI, nokasano



IPOBEACHUE NPEHATAILHON IHarHOCTUKH (110 BO3MOXHOCTH, 3a00p BOpCUH XOpHOHa Ha 10-12
Heledd OEpEeMEHHOCTH HJIM aMHHOLieHTe3 Ha 06ojiee MO3OHMX CpOKax) C JajJbHEeHImuM
onpeaenenneM Myrtanuu ¢.958G>T (E320X) B rene MAGT1 mnoga/am6puona.

beur npoBenéH maneHToleHTe3 Ha cpoke 16-17 uenens. B pesynbrare nmpoBeneHus
NpeHaTAIbHON QUarHocTUKU ToxraposBod AiirepuM AJibOEKOBHE B BOpPCHHAX XOpPHOHA B rege
MAGT1 BeigBiaeHa reMusurortas 3amena c.958G>T, npuBojsias K BO3HUKHOBEHMUIO
npexaeBpeMeHHoro tepMunupyiouero kogoua p.Glud20Ter (E320X). [lannas MyTrauus panee
Opula BbIABICHA Yy cbiHa, Ory3baeBa Amupa AiiGexkoBuua, C MNPOSIBJCHUAMU TIEPBHYHOIO
UMMyHoaeHuuuTa: X-ClieIICHHOro JuMdonposudepatTuBHOro CUHApoMa 3 TUa.

Crapiuit Opat nHabmopaercss ¢ auarHo3oM: X-cLemieHHBIH JUM@onpoaudepaTUBHbIH

cugapoM 3 tHna (Myrtanus B reHe MAGT1 c.958G&gt;T p. (Glu320Ter) B reMU3UroTHOM
cocrosinuM). (D 89.8).

OcnoxHeHusi: IMMyHHast reMOJIMTHYECKasT aHEMUS, MEAUKaMEHTO3Hass pemuccus. ViIMMyHHas
TPOMOOIIMTONICHHUS], MEIUKAMEHTO3HAas PEMHUCCHSL.

ConyTcTBYIOIMNA: XpOHHUYECKH TeKymuid IEpBUYHBIH TyOepkysie3 C€ IOpaXeHHeM
BHYTPUIPYIHBIX JI/y, JlerkuX, neyeHu. BK (-). OU-muonus cnaboii cTeneHy.

B cesasu ¢ akruBanueidt [[MB- uHQeKInKu B aBrycre-ceHTs0pe 2023 Opula mpoBejeHa
IIPOTHBOBUPYCHAs Tepamnus B nepuox Haxoxaeaus HMULL II'OU um.[Imutpus Poragesa. Beuio
PEKOMEHZIOBAHO NPOAOJDKEHUE Tepanuu BanraHnmukiaoBUpoM B 103upoBKe 20 MI/KI/CYTKH B 2
npuéMa. Ha ¢one Tepanum omnoxpatHo metomom IIL[P obnapyxen LIMB ot 23.11.24 3000
xonuit/mi1. Ha TMK Owuio pekoMeHI0BaHO YyBEJIMYECHHE HO3UPOBKH BajlraHuukioBHpa u
KoHTpoJIb I11[P Ha 4.12.23.

YBejnueHa Tepalus BAIraHIUKIOBHPOM J10 23 MI/KI/CYTKH, JOIIOJIHUTEIHFHO IIPUHUMAIIN
Vpcodaibk B 1o3upoBKe 15 mr/kr/cytku. Ha ¢poHe yBenuueHUs JO3UPOBKH IIPH IOBTOPE aHAJIN3a
[IIIP xpoBu Ha IIMB ot 8.12.23 He obOHapyxeHo. Ha ¢oHE npOoaoKEeHU TPOTUBOBUPYCHOTO
nedeHus BeipaxXEeHHBIN pocT AJIAT 602 Ex/n u ACAT 543,8 Ex/n ot 10.01.24, roctiutanu3zanus
B I'’JIKONe2, 2 neguarpuyeckoe OTACICHUE Ui YTOUHEHHS JMarLo3a U JaJbHEUIIEro JICYCHUs.
Banrarnukiosup otMeHeH ¢ 12.01.24.

Ha done l'IpOBeI[eHHOH teparmu (Heonutorext 10 Mt B/B xanensHo ¢ 12.01.24 yepe3 neHs
No6 ,Peambepun 100 mu x 1 p/n B/B kanensho 12.01.24-23.01.24, ®ochornus 4 M x 2 p/x B/B,
meiecHHO 11.01.24-12.01.24, I'entpan 100 mr x 1 p/m B/B,xamensHO 12.01.24-23.01.24,
Ypcodanek cycnensus no 1,5 i1 x 2 p/n ¢ 11.01.24, 1Ipusujken B/B, KanensHO B fo3e 0,5 MI/kr,
5 rp (50 mia) Nel 23.01.24 ), yMeHbLICHUE TpaHCAMHHa3, BBIIMCAaH B CTAOMIBLHOM COCTOSIHHUU C

yIIy4IICHUEM.

B TakTHKE MEAVUKAMEHTO3HOM TEpaIK B HACTOAIIEE BPEMs ITOKA3aHO:

- mpoAoJKeHue 3amectuTenbHo Tepanuu BBUI/IIKUTL

- a3uTpoMuliH 10 Mr/Kr o cxeme Iy, cp, IT,

- BAJITAHIUKJIOBUDP 20 MI/KT B CYTKH B 2 IIpUEMa €XE€AHEBHO NEPOPAILHO,;

- Ipenapartbl ypcoje30KcHxoyieBoll KHCIOTEl (cycmen3us) 30 Mr 1 p/cyTku
epOPAILHOEKEHEBHO, JUIMTENBHO - 2  MecdAla, C  MOCIeAYIOIUM  KOHTPOJIEM
rernaToNpPOTEKTOPHOUTEPAIINH,

- TepalHs IpemaparaMH Xejes3a, (POJIMEeBOM KUCIOTOM - Ha YCMOTPECHHE IIeauaTpa IIo
MECTY XMUTEILCTBA.

B TakTHKE 71a00paTOpHOro KOHTPOJIS:

KOHTpoJIb KIIMHWYECKOTr0 aHajiu3a KpOBHU C IOACYETOM JIEMKOLMTOB - 2 pa3a B MeECsIl,
onoxumuyeckoro anamu3a kposu (AJIT, ACT, oOmuii u npsmoil OUIMpPYOHMH, MOYEBUHA,
kpeaTuHuH, CPB) 2 pa3za B Mecsl ¥ IO NOKa3aHUsM (IIpu pa3BUTHH HHTEPKYPPEHTHBIX



HHGekuuit). KoHTposs Bupyconornueckoro MOHHTOPUHTA nepudepudeckoit kposu (CMVY, EBV,
HHV-6) metonomMm IILIP exxeHenebHO.

Y4UTBhIBasI TSDKECTL TCUEHHS IEPBHYHOr0 MMMYHOAehuuNTAa, KypPATHBHOM ONIUei
JeueHUud ABJsieTcs nposeaenne TI'CK. be3 npoBeaeHust faHHOro BUJa JieYeHUsI IPOrHO3 MU
3¢ PEeKTHBHOCTh KOHCEPBATUBHOI TepanuH NPeACTABJISETCS COMHUTEIbHbIM.

3aM. rJ1. Bpaya I10 MeJl. YacTu WPW//V IHIneikoBa E.D.
3aB. oraesieHneM KOP ________—%/"___HHH‘IGHKO JIIL.
3aB. OTACJIICHUEM aJJIEPrOJIOTUU U /

HMMMYHOJIOTHUH ITOJIMKINHUKY Crapukosa C.10.




