roo BNo «AOHELKUA HALMOHANBbHbLIA MEAULIMHCKUA
YHUBEPCUTET UM. M. TOPbKOTIO»
Kadeppa neanatpum Ne 2
I'BY «lopoackan getcKasa KamHu4yeckana 6onbHuuya Ne 1 r. [loHeyKa»

CUHAPOM BUCKOTTA-O/IAPUYA: CNTYYAU
U3 NMPAKTUKH

Kypbiwesa O.A, Hanetos A.B.,
Yanaa J/1.®., Macrota 41.U.,
AkmmuyK H.B., Muxeesa A.A.




* CuHOpom Buckomma-Ondpuya (\WAS) — KOMOMHMPOBAHHbIN
nepsuUYHbIN UMMYHOA4EePULUT, KOTOPbIN XapaKTepusyertca X-
cLuenNeHHbIM peLeccMBHbIM TUMOM Hac/e40BaHUA U Y TPETH
60/1bHbIX NPOABAAETCA TPMAA0MN. peLuauBUPYIOLLUMHU
MUKpPObOHO-BOCNanuTenbHbiMmu 3abonesaHnAMU, 3K3eMOU
(aTonuMueckum AepmaTMTOM) U KPOBOTEUYEHUAMM,
obycnoBneHHbIMU TPOMbBOLMUTONEHNEN U AUCHYHKLUUEN
TpombouunTos.

 \WAS Bnepsble 6bin1 onucaH B 1937 r., Korga A. Buckomm
coobwun o cembe, B KOTOPOI TPOE MA/ZILYUKOB UMENU
TpOoMboUUTONEHUIO B COYETAaHUM C TAXKENON 3K3eMOUn U
NOBTOPHbIMU UHPEKLMAMU, B TO BpEMA KaK YeTblpe UX CecTpbl
6b1nK 3a0poBbIMMN.

e B1954r., P. Ondpuy noKasan, Yto 3TOT CUHAPOM Hacneayercs
KaK X-cuen/ieHHbIX peLecCMBHbIU NPU3HAK.

e B 50-x u 60-x rr XX BeKka 6bian BbiAB/E€HbI NPU3HAKN UMMYHHOM
HepoctatoyHoctu u \WAS Bowen B CNUCOK NepBUYHDIX
nMmmyHoaepnumnToB.



9TUONOIrMA U NnatoreHes

/ WAS nmeert peueccmsHbIN TUN HacneAo0BaHUA, KOTOPbIN cuensieH ¢ X-XpoOMOCOMOM, N\
cnepoBaTe/IbHO, MOPAXKAET TO/IbKO MYXKUMH, }KEHLWMUHDbI MOTYT NepeaaBaTb
AedEeKTHbIN reH cheayloWMM NOKONEHUAM,
leH, OTBeTCTBEHHDI 3a pa3BuTue 31oii 60ne3Hmn (WAS-reH), pacnonoxkeH Ha
KOPOTKOM nsiede X-xpomocombl Xp.11.22, coctout n3 12 3K3oHos,

\ Koaupytowmx 502 amMHOKUCAOTDI. -/

/ Mpu WAS cHMXKaeTca KonnuecTso uam coscem He npoayuupyerca 6eaok WAS \
(WAS-protein, WASP). ®yHKumuu WASP a0 KOHLA He U3y4yeHbl -
0bHapy)XeHOo, UTO OH UrPaeT KAYEBYIO PO/b B NoAIMMepU3aLum 6enKa akTuHa m
dopmupoBaHuun uutockenerta. B nocnegHem npouecce npuHMMaeT
HenocpeAacTBEHHOE yyacTue 6e10K MMO3UH, KOHLUEHTPALMA KOTOPOro 3HaUYUTe/IbHO
K CHUXXeHa B Tpombouutax 6onbHbix ¢ \WAS. j

4 N

WASP akcnpeccupyeTcs TONbKO B AAPOCOAEPMKALLUX KNAETKaX reMono3TUYEeCKoU
cuctembl. WASP umeet ncknountenbHoe 3HauyeHue gaAa nepenavym curHana or
NOBEPXHOCTHbIX PeLenTopoB KNETKN K aKTUHOBOMY LIUTOCKe/1eTy, KOTOPbI ANHAMUYHO
um perynmpyetca. Otcyrcreue \WASP npuBogut K gedpekram popmupoBaHusa Bcex
KNETOUYHbIX CTPYKTYpP, 06pa3oBaHue KOTOPbIX 3aBUCUT OT LLUTOCKE/IETHON peopraHu3aLum
\ aKTUHOBbIX PUNAMEHTOB U NpeXae BCero — 1IeMKOLUTOB U TPOMbOLUTOB. /




feHeTnyeckue ocobeHHoctu WAS

WAS gene

WAL gene
Xp11

Xpll

v N
X X X Y
Female carrier Affected male



9TUONOIrMA U NnatoreHes

60M60u,mone|-m;| U yMmeHblUeHMe pa3mepa TpombouutoB (guameTtp meHee 1,5 MKm
(Hopma — 2,3 MKMm) aBnAeTca NOCTOAHHbIM cumnTomom npu WAS.
Yucno tpombouutos Konebnetca ot 30 I'/n po 140 I/n,
nepuoaunyecku cHmxasacb go 10-30 [/n.
B nyHKTaTe KOCTHOro Mo3ra onpeaensatoT OTCYyTCTBME MErakapuouuToB UM Haiinume
MUX AereHepaTuBHbIX popm.
B 60nblIMHCTBE CAy4YaeB reMmopparmyeckuii CUHAPOM ycunmuaaeTtca Ha ¢oHe MHPpeKuui.
Mo>keT pa3BUTbCA XPOHUYECKan

K nocrremopparnyecCkaa aHemuma N yseinyeHume cesieseHKu. j

/ MmmyHHaAa cuctema nauueHToB ¢ \WAS npoussogut
oyeHb mano B- u T- (nmdpouuntos, KoTopble Heob6XoaMMbI ANA 3aLLUTbI OPraHU3Ma OT
uHduumpoBaHua. CyuwecrtBeHHO HapyLwaetca xemotakcuc WASP-agepmnumnTHbIX
NeUKOLUTOB, CHUXKaeTcA NpoandepaTuBHbIii oTBeT IMMGOLMTOB, HapyLUaeTCcA
dopmunpoBaHne UMMYHHbIX cMHancos T-ammdountos, ocnabnsercs
LUTONIUTUYECKAA aKTUBHOCTb HaTypPa/ibHbIX KUA1epPOoB, YXyALlaeTcA
|gG-onocpepoBaHHbIN parouUTO3 U COOTBETCTBEHHO, HAPYLUAETCA NPe3eHTaLMUA
AHTUTEHOB.
B cBA3u ¢ 3Tm nauymeHTtbl ¢ \WAS cTpagaloT NoBTOPHbIMU BaKTepuasibHbIMMU,
k rpubKoBbIMU U BUPYCHBIMU UHPEKLUUAMMN. /




AN

KnunHunueckmne npoasneHna WAS

B TeueHMe nepBOro roga XU3HU MOXKHO
3anogo3putb \WAS no xapaktepHoi Tpuage:

KpoBOTeYeHUA,
JK3ema,
peunausmupyrowme UHPEeKLUUM.

De6loTupyer 60s1e3Hb KPOBAHUCTON Anapeeu,
neTexmaMM Ha KoxKe, CI3NCTbIX 06010UKax
NOJIOCTU PTa, AAUTE/NIbHbIM 3aXKUBJ/IEHUEM
NYNno4YHOM paHKKU. DK3ema pa3BuBaeTca y
MHOIUX, HO He y BceX 60bHbIX. J/Inwb y oaHOMU
Tpetn geten ¢ \WAS pasBuBaetca Knaccuuyeckasn
TpMaaa, B OCTa/IbHbIX C/Iy4anaX NPOABAEHUA
MmoryT 6bITb B BUge: TpomboumnToneHnm , ToNbKo
remaTto/IorMyecKkoro CUHAPOMa, TOJIbKO
MHPEKLUMOHHDbIX NPOABJ/IEHUIN, TO/IbKO 3K3EeMbl.




KnunHunueckmne npoasneHna WAS

XapaKTepHbl OTUTbI, CAHYCUTbI, TAXKe/ble g*
UHPeKUunn, BbiaBaHHbIe BUPYCOM NPOCTOro =
repneca, yutomeranosumpyca, 3bB.

Mpu WAS nmeet mecto nosbilieHHasA
4acToTa Pa3BUTUA ayTOMMMYHHDbIX
3a60n1eBaHUIN, TAaKUX KaK remoiuTu4YecKan
aHeMuA, BaCKY/IUT, NO/INAPTPUT,
rnomepynoHeppuUT U KONUTbI.

OTmeuaertca u gpyraa ayToMMmMyHHasn
NaToNorusa, KOTopasa BCTPEUYAETCA peXKe.
HelTponeHna, AepPMaTOMUO3UT, YBEUTbI U
peunuauBupylolme aHrmooTeKMU.

Y 60/1bHbIX MOTYT pa3BUBaTbCA
3/10KayecTBeHHble HOBOO6pa3oBaHuA
(neitkemuna nnam onyxonu numdartmueckux
y3noB). Manurimsauyma obbiuHO
NPOUCXOAUT Y NOAPOCTKOB UMW Y B3POCAbIX
nauueHToB ¢ Knaccuyeckum \WAS. ‘




KnnHunuyecknm cnyyam naumeHta ¢ WAS

Manbuuk, 1 roa, Haxogauniaca Ha 1e4eHunum B neguatpunvieCKkom otaeneHmum

IBY «lopoacKasa Aetckasa KAuHudecKasa 6onbHuuya Ne 1 r. [loHeuKa» ¢
uona 2020 r.

’Kanobbl Ha U3MEeHeHUA B KIMHUYECKOM aHa/u3e KpoBu B Bnae aHemMmuu
cpep,Heﬁ cTeneHun TaxXectm u TpOMGOLI,VITOHEHMM.

N3 aHamHe3a usHu. pebeHok ot VIl 6epemeHHOCTH, CpOK rectauum 39
Hegenb. bepemeHHOCTb npoTekazna Ha ¢OHe OTeKoB b6epemeHHbIX,
XPOHUYECKOM LUuTOoMeranosmupycHoit nHekuumn (LMBU), reHeTnueckom
Tpombopunum.

| 6epemeHHOCTb 3aKOHYMAacb pogamu B 1998 r., poaunca manbuuk,
KOTOpPbIX ymep B Bo3pacte 3 mecAueB, CO C/1I0B maTepu y pebeHKa 6bin
AWArHocTupoBaH neiko3 (pebeHoK ot nepBoro 6paka). I, I, IV
6epemeHHOCTU 3aKOHUYMAUCL MeauuMuHCKumu aboptamu B 2000, 2001,
2002 rr. V 6epemeHHOCTb 3aKOoHuYunacb pogamu B 2003 r., pogunca
Ma/IbuMK, KOTOpPbIM ymep B Bo3pacte 7 mecsaueB (pebeHOK oT BTOpOro
6paka). VI 6epemeHHOCTb 3aKoHumnacb pogamu B 2007 r., pogunacb
AEeBOYKa, 3a0poBa (pebeHOK oT Tpetbero 6paka). VIl 6epemeHHOCTb
3aKoHuunacb pogamu B 2016 r., poamnca manbuyumK, KOTOpbIi ymep B
BO3pacTe 3 mecAueB, Y pebeHKa gunarHoctuposaHa BpoXaeHHasa LMBMU,
NHEeBMOLMCTHaA NHeBMOHUA (pebeHOoK oT ueTBepTOro 6paka).

Poabl V, cpouHble, HOpManbHble, OueHKa no wWKane Anrap 7/8 6annos.
Macca Ttena npu poxaeHuun 4300 r. Poc n pa3BuBanca COOTBETCTBEHHO
BO3pacTy.



AHamHe3 3360/1eBaHuUA

Boneer ¢ poxpeHuAa. B Bo3pacte 3-X mecAuEB [ABaXXAbl nepeHec
KuweuHyo uHdpekumio, BbizBaHHyo Klebsiella pneumoniae 107. Mpwm
obcnepoBaHUM BbISIBIEHO CHUXXEHMe ypoBHA Tpombouutos ao 50 I/n,
aHeMmuAa cpeaHeM cTeneHUM TAXKecTn. MccnepoBaHbl  YPOBHUM
mmyHornobynmHos. Ig A — 0,27 G/L (Bo3pactHaa Hopma < 2,6 G/L), Ig M -
0,19 G/L (0,2-2,2 G/L), IgG -6,18 G/L (7,0-15 G/L).

B nione 2020 roaa HaxoguACA Ha CTaLMOHAPHOM JIeYEHUU B OTAENEHUMN
oHKkorematonorumm Iy «MHBX um. B.K. lycaka» ¢ gnarHosom. Ocmpasn
yumomezanosupycHaa  uHgekyua (UMBH), akmueHaa ¢pasa,
nepeuy4yHeili  ummyHoodeduyum, aHemusa maxcenol  cmerneHu,
mpomboyumoneHus. bbinn BbiABAEHbI nonoxutenbHble Ig M, G K
umutomeranosmpycy (CMV), npoBegeHa nNyHKUMA KOCTHOrO MO3ra:
NYHKTAT KOCTHOTO MO3ra MaJ/IOK/IeTOUYHbINA, 3/1eMEHTOB KOCTHOroO Mo3ra
(merakapuouuTapHoro n 3puUTPOLUTPHOrO POCTKA) HeT. B oTaeneHuu
pebeHKy 6bin BBegeH UMMYHOBEHMUH.



AHamHe3 3360/1eBaHuUA

KoHcynbTMpoBaH MHPEKUMOHUCTOM, YCTAaHOBIEH ANarHo3:. BpoxoeHHas
LUMBU, maHugecmHas 2eHepanu3oeaHHaa gpopma (2emamosio2uyecKas,
rne4yeHo4YHas) Ha ghoHe 8poXcOeHHO20 UMMYHoOegduyuma.

PebeHOK nepeBeaeH B otaeneHUe nHTeHcMBHoM Tepanuu FBY «I[AKB Nel
r. loHeuka» ana neyeHna LMBWU. B otaeneHum nonyyvan npenapar
HeouunToTEKT.

B asrycte 2020 r., B cBA3U C BbIparKeHHOCTbIO aHEMMUYECKOro CUMHAPOMa,
TpombouuTONEeHMU, HEUTPONEeHUU, OTCYTCTBMEM  MOJIOKUTESIbHOM
ANHAMUKN, ANA UCKAOYeHUA 3abonesaHnit Kposu pebeHOK MOBTOPHO
nepesegeH B OHKoremarosnoruvyeckoe otaeneHune Y «UHBX wm.
B.K.[ycaka», npoBegeHa NOBTOPHAA MNYHKUMA KOCTHOro Mmo3ra:
npenapaTtbl KOCTHOTO MO3ra KJ/IeTOYHble, 3PUTPOUAHLIA POCTOK MO
HOopmobnactHomy Tuny. 3aboneBaHna cuctembl KpoBuU  bbiau
WCK/IIOYEHDI.

PebeHKy npousBegeHa TpaHcPy3na TPOMOOKOHUeHTpaTa, WHPY3UA
HeouutoteKkra. [nAa panbHenwero neyeHUA U HabnwaeHua pebeHok
nepesegeH B neguatpuyeckoe otaeneHue Ny «IAKb Ne 1 r. loHeuka».



J1aHHble 06beKTUBHOro o0bcnepoBaHmA

Mpu noctynneHnn obuee coctosHMe pebeHKa NPOrHOCTUYECKU TAXKenoe.
Temnepartypa tena 36,7°C, YCC - 111 B munyty, YA — 26 8 muHyty. Bec pebeHka 9580
r. Co3HaHMe coxpaHeHOo, aKTuBeH. bosbwon pogHuuok 1,5 x 1,5 cm, Ha ypoBHe
KocTten yepena. OTmeyaeTca ymepeHHbIW TMNEPTOHYC B 1IeEBOM pPyKe U N1eBO Hore.
doTopeaKkuuna 3payKoB }KUBaA, COAPYKECTBEHHaA.

Ko)XHble noKkposbl 6aeaHble, cneabl BHYTPUBEHHbIX MHBEKUUM Ha KOXe BUCKOB,
NIOKTEBbIX Ccrubax, ny4dyes3anAcTHbIX CcycTaBoB. Ha suue, Tynosuwe 3nemMeHTbl
nanyae3HoMn Cbinu, y4acTKU WenyweHunsa, eAMHUYHbIE 3/1IeMEeHTbl NeTEXNANIbHOM Cbinun
Ha Tynosuuwe. Buagumbie camsuctble 6neaHO-po30Bble, O06LIYHOM BAAYKHOCTHU.
HebHble MmuHAANMHDbI He runeptpodupoBaHbl. Mepudepuueckme numdeartmueckme
y3/1bl He yBeninyeHbl. KocTHO-mblweyHaa cuctema 6e3 natonorun.

AbixaHue yepe3 Hoc cBobogHoe, oTaenaemoro Het. Hag nerkumm nepKyTopHO ACHbIN
NneroyHom 3ByK. [lpu ayckynbTaumm pAObixaHue ny3pUbHOe. Xpunbl He
BbicaywmnsarTca. OpablwKka oTcytcTByeT. [paHuMUbl OTHOCUTENIbHOU cepaevyHOMU
TYNoCcTU B npegenax BO3pPacTHOM HOpMbl. TOHbI cepaua YMEpPeHHO MpPUIyLUeHbl,
PUTMUYHbDIE, BbIC/TYLUMBAETCA CUCTO/IMYECKUM LLYM HA BepXyLUKe cepaua.

u1BOT B 06bEMe He yBenMueH, Npu nanbnauumn MmArkuid. NMeyeHb Ha 2 cM HUXKe KpasA
pebepHou ayrn, CeneseHKa Ha 2,5 cm HUXKe Kpasa pebepHoit gyru. Ctyn 1-2 pasa B
CYTKM, KawimueobpasHbiii. MoueuncnyckaHue He HapyLUeHo.



[laHHble A0NONHUTENbHbIX MeToAoB 0b6cneaoBaHMA

e B KAMHMYECKOM aHanM3e KPOBU HA MNPOTAXKEHUM
BCero npebbiBaHMA B KAINHUKE PerucTpupoBaucCb
aHeMMA pPas/IMYHOU CTEeNneHU BblParKeHHOCTH,
HeiTponeHua n tpomboumutTonenuna (23-95 /n).

* MoKasatenn 6uoxmmmnyeckoro aHanms Kposu 6binu
npeaenax BO3pacTHOU HOPMbI.

* MpoBeaeHoO onpeaeneHue cybnonynauum
numoouuntos CA4, naHHbIX NOKa3aTeNb COCTaBUN —
1628 knetok (42,9 %), uro coorBeTcTBYET
BO3pPaCcTHOU HOpMe.



[laHHble A0NONHUTENbHbIX MeToA0B 06cnenoBaHus

Y3 OBIl. HopmanbHaA 3XOKAPTUHA Ne4YeHU, XXenyHoro
ny3bipsa, NOAXKENYA0UYHOMU Kenesbl, ceneseHKu

HCT" 9XONPU3HAKMU He3HauYUuTe/IbHOM
BEHTPUKYNOAUNATAL UM, 9XONPU3HAKMU
NIEHTUKY/IOCTPUAPHON BACKY/10NaTUMN.

IXOKT: MUHUMANIbHAA TPUKycnuaanbHana 7
nyAbMOHaNbHaA peryprutauma, abeppaHTHaa xopaa B
BepXxyLwe4yHOM oTaenie 1eBOoro Xenyaouka.

PeHTtreHorpadua OlK: natonornm He BbIABNAEHO.



[laHHble A0NO/HUTENbHbIX MeToA0B 06cnenoBaHusA

KoHcynbTUpOBaH OTO/IAPUHTO/IOTOM, OKY/IUCTOM,
HEBPO/JIOTOM, a/IZIeproiorom, MWMMYHONIOrOM —  AaHbl
peKomeHaauMm no JanbHenwemy obcneaoBaHUo W
NIeYEeHUI0.

PebeHOK KOHCYNbTUPOBAH FrEHETUKOM, YCTaHOBAEH CUHOPOM
Buckomma-Ondpu4d, OAHAaKO NO TEXHUYECKUM NPUYMHaAM
cneundpuyecKkaa MONEKYNAPHO-reHeTUYecKasa AUarHoCTUKa
AAHHOTO CUHAPOMA He MOXKeT b6biTb NnpoBeaeHa. NMpoBeaeHo
MeaUuKOo-rTeHeTUYeCcKoe KOHCY/IbTUPOBaHME CEMbM.



[laHHble ONONAHUTENIbHbIX MeToA0B 0b6cnenoBaHUA

B asrycte 2020 r. nposegeHa
TenemeauLUHCKas KOHCY/bTaLUA
COTPYAHUKaAMMU HayuoHanbHO20
MeOUYUHCKO20 Ucc1edo08amesnbCKo20
yeHmpa oOemckol eemamosnoauu,
OHKO/02UU U UMMYHO/02UU UM.
Amumpusa Pozayesa MuH30pasa
Poccuu (®rby «HMUL Arov um.
Amumpus Pozauesa»): no
npeacTaB/ieHHbIM AOKYMEHTaM,
YYMTbIBAsh OTArOLWEHHbIA CeMeWHbIn
aHamHe3 (cmepTM MaNbuYUKOB B

MnageHyecTse), KIMHUYECKYIO
CMMNTOMATUKY, nabopatopHbie
usmeHeHMa Yy pebeHKa BepoATeH
ANarHos nepBUYHDbIU
UMMYHHO4EePULUTHDIN CUHAPOM.
PekomeHaoOBaHO MOIEKYNAPHO-
reHuTUYecKoe obcnepoBaHue

«lMaHenb  ummyHono2u4yeckaa U
onpedeneHue TREC/KREC».




[laHHble A0NO/MHUTENbHbIX MeToA0B 06cnenoBaHus

B centabpe 2020 r. nponsseaeH
3abop KpoBu ana nposeaeHunA
MOIEKYNIAPHO-TeHEeTUYECKOro
obcnepoBaHua «MaHenb
UMMYHO/IOTUYECKaA» U
onpeaenenmna TREC/KREC»,
obpasey KpoBu oTnpas/sieH B
oTaeneHne ummyHonorum @rby
«HMUL ATron um. Amumpus
Pozayesa» MuH30paea Poccuu.




[laHHble AONO/HUTENIbHbIX MeToA0B 06cnenoBaHus

Mo pe3ynbraTam reHeTUYECKUX
uccnenoBaHUiA NpoBeaeHa
TenemeAuLMHCKAA KOHCYNbTauUA C
BeAYyLWMMU MEeSULMHCKUMMU LeTPpaMu.

— @rby «<HMULU Arov um. Amumpus
Pozayesa»;

— Pocculickas demckasa KAuHuU4ecKas
6osbHUYA hedepanbHO20
2ocydapcmeeHH020 61003 emHo20
obpazoeamenbHO20 yupexcoeHus
sbicwezo 0bpazosaHua «Pocculickuli
HAYUOHAsbHbLIU
uccsneoosamenbCKuli MeOUYUHCKUU
yHusepcumem umeHu
H.N. NMupozosa» MuH3dpasa Poccuu
(POKB ©I'60Y BO PHUMY um. H.W.
Muporosa);

— HayuoHanbHbIl MmeduyuHCcKuUl
uccsnedosamensvbCKuii yeHmp um.
B.A. Aama3zoea MuH30paea Poccuu
(®rey «<HMUL, um. B.A.
Anmaszoea).




3aKNouUTEeNbHbIUX ANATHO3

MepsuyHbili ummyHOepuyum. CuHOpom Buckomma-
Onodpuya. BpoxcoeHHAs yumomez2a108UPYyCHAA UHPeKYuUA.
AHemus ne2KolU cmeneHu msaxcecmu. AucnaacmuyecKas
Kapouonamusa (MUHUMOAbHAA  MPUKYCNUOadaAbHAA U
nynbMOHA/AbHAA  He0ocmamo4yHocms, abeppaHmHas
Xopoa 8 sepxywie4YHOM omaoese 71e6020 HenyoouKa).



PekomeHpauuu

PekomeHA0BaHO NPOAOIXKUTD
Ha3Ha4YeHHYI0 Tepanuio,
nposectu HLA-TunnpoBaHue
pebeHKa, poguteneu, HauyaTtb
NOUCK COBMECTUMOro AOHOpa
KOCTHOIO MO3ra C
nocneaylowmm nposeaeHMem
TPaHCNNAHTAaLUU KOCTHOTO
Mmo3ra (remono3TuYecKkmnx
CTBONOBbIX KNEeToK). AnA
KOppeKuum
TpombouutoneHmnmn
uenecoob6pasHo HasHaueHune
poOMMNNOCTUMA U
snbTpombonara. TpaHcdy3usa
TPOMOOLMTOB NOKa3aHbI
TO/IbKO B cy4yae
KpOBOTEUYEHUMN.




[laHHble A0NOJHUTENbHbIX MeToA0B 06cnenoBaHus

B mansenra: Pebesos

Mava peaavnmw LLOLI020 Tlon wys. Bavipeannd nowsp:
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[laHHble AO0NONHUTENbHbIX MeToA0B 0b6cnenoBaHUA

Matching donors with patients.

1™

Mo pesynbratam uccneaoBaHUA MNONAYHEHO
3aK/aoueHue cneumnanucros (PAKb6 ®rboy
BO PHUMY um. H.U. [upozoeaq).
nposegeHo HLA-tunupoBaHue pebeHKa wm
oTua, NO pe3ynbTaTam COBMECTUMMOCTb

50%. nMpoBepeHue ran/iongeHTUYHOM
TPaHCNNAHTaLMUN KOCTHOrO Mo3ra nauueHTy
(o CUHAPOMOM Buckotra-Ongpuua,

reHepanmszosaHHou CMV  uHdeKuymei
MMmeeT ouyeHb 60sbluMe PUCKU pPa3BUTUA
KU3HEYrPOXKALWMUX  OC/NIOXKHEHUW, uUTOo
Aenaet ero LuenecoobpasHoCTb
COMHUTENbHOM.

PeKkomeHAOBaH MNOUCK HEpPOACTBEHHOro
COBMECTUMOro [AO0HOpPa KOCTHOro MO3ra,
NPOAO/MIXKUTD NledeHUe (3amecTUTenbHaA
Tepanua uMmmyHornobynmHom ana s/B B
BBeAEeHUA, POMMNNOCTUH,
Ba/IrAHLUUKNOBUP, cynbdpameakcason-

TpMMETOﬂpMM).



JleueHue

B otaeneHum pebeHOK Nonyyan BasibLmT,
manbtodep, bucenton, paykoHason,

aKBaaeTpum, TpaHcPy3us ""i'_ > .
TPOMBGOKOHLEHTPaTa, BHYTPMBEHHbI A= Y |
UMMYHOIN06ynnMH OKTaram. O e"f

Ha doHe npoBoagUMOro neueHma cocToaHue
pebeHKa TaXenoe no 0OCHOBHOMY
3abonesaHuio. CoxpaHsaerca
TpombouutoneHusa ot 23 /n po 60 /.

ABa*kabl OTMe4YanCb KPOBOTEYEHMUA. OKTATAM

100 mn

(HocoBoe, KuweuHoe).

C auBapa 2021 r. pebeHKy HauaTa Tepanus
pomunaoctTumom — dHnNneut 1 pas s /
AHEMN.

PebeHoK nonyyaer Oktaram 1 pas 8 4
Hepenu, TpaHchy3ua TPOMb6OKOHLeHTpaTa
TONIbKO B C/ly4yae KPOBOTEUEHUM.



BbiBOAbI

B npuBegeHHOM KAuMHMYecKom npumepe aumarHo3s \WAS
YCTaHOB/IEH HAa OCHOBAaHUM TUMUYHOU KANHNYECKON KAPTUHDI
(3k3ema, TpombouuToneHmna, uMmmyHogedpuunT) n NoATBEPKAEH C
NOMOLLbIO COBPEMEHHOIN0 MeToaa AMArHOCTUKMU - MONEKYNAPHO-
reHeTU4YeCcKoro nccaefoBaHusA.

KombuHupoBaHHaA nNOCMHAPOMHAA Tepanua WHGPEKLUNOHHbIX
NPoAB/IEHUMN AaHHOro nepsuYHOro uMmmyHogedpmumTa,
NPOAB/NIEHUN 3K3eMbl, 3amMmeCcTUTEe/IbHAA Tepanua BHYTPUBEHHO
UMMYHOINO6yIMHOM, TPOMOOKOHL,EHTPATOM AAOT  NnNWb
BpeMEeHHbIU NONO0XKUTENbHbIN 3P PeKT.

EanHcTBEHHbIM 3P PEKTUBHBIM KYPaTUBHbIM METOAOM J1IeYEeHUA
ABNAETCA NpoBeAeHue TPaHCMNIAHTALUMM  KOCTHOrO  MO3ra
(remono3aTHUUYeCKUX CTBOIOBbIX KNETOK).



bnazooapro 30 BHUMAHUE)!
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