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Octpbie auM@obIacTHbIE JIEUMKO3BI — 3TO
rereporeHHas rpynna KJIOHaJIbHBIX 3a00/1eBaHUI
CHUCTEMBbI KPOBU, BO3HUKAIOIIUX BCJIEACTBUE MyTallUU
B T v B-KieTkax- mmpeainecTBeHHUILax

Octpsie tumdobaacTtHbie Jieliko3bl/auMdombl (OJIJI/ad) :
-TeTepOoreHHas rPyIIny 3JI0KaUeCTBEHHBIX KJIOHAJIbHBIX 3a001€BaHUN CUCTEMBbI
KpOBH,

-IIPOUCXOIAT U3 KJIETOK-IIPEAIIIEeCTBEHHUL] T€MOII0393a IIPENMYIIECTBEHHO
JUM@POUTHON HapaBIeHHOCTH AU(PdePEHITUPOBKU

- XapaKTepU3yI0TCA yallle IIoOPaXeHueM KOCTHOT'O M03ra, BLITECHEHUEM HOPMaJIbHOI'O
KPOBETBOPEHUS U BOBJIEUEHUEM Pa3IMUHBIX OPraHoB u cucreM opranusma (ITHC,
AWYKHU, TUMPaTnueckas TKaHb JI000U JIOKAJIU3aI[iM ), a TaK:Ke BO3MOKHOCTHIO
HCXOJITHOTO TTOpa’KeHUs OPraHoB JUM@aTUYeCKON TKaHU 0e3 BOBJIEUEHU ST KOCTHOTO
MO3Tra.



MMAEMMONOMMA

« BCTpEYAThCA Yy JIUIL JIIOOOT0 BO3pacTa, Ha4YuHasA C
MJIaJIeHYEeCKOT'0 BO3pacTa U 3aKaHUUBasI HOXKUJIBIM

* SBJISIETCSI CAMOM PACOPOCTPaHEHHOU OYXO0JIbIO
KPOBETBOPHOM TKAHU Y JIETEM, COCTaBJISAA 30% Bcex
3JI0KQUEeCTBEHHBIX OITYX0JIeH IeTCKOTO

 BO3pacra.

 [Tuk 3abosreBaeMmoctu 3-4(060s1ee 75%) roga u 50-60
JIEeT



[MATOIEHE3

-00pa3oBaHMe 3JI0KAYEeCTBEHHOTO KJIOHA — TPYIIIBI KJIETOK, 00J1a/1al0IIHUX
CIOCOOHOCTHIO K HEKOHTPOJIMPYEMOMY Pa3MHOKEHUIO.

«IIpoucxoauT MyTalysa CTBOJIOBOU KPOBETBOPHOU KJIETKH, IIPUBOJUT K IOTEPE
CIIOCOOHOCTH K HOPMAJIbHOU KJIeTOYHOH /i PepeHITNPOBKE U HapPYIIEHUAM B
rporneccax nposudepanuu 1 aronTo3a.

-Kj10H oOpasyetcs B pe3yJibTaTe XpOMOCOMHBIX abeppaliuii:
TPaHCJIOKAINH,

ZleJIe iy,

WHBEPCUU

AMiuinpukanuu

sTeHeTHYEeCKHe HapyIIeHUsl BO3HUKAIOT ellle BO BHYyTPUYTPOOHOM HepUuoe, HO
71 3aBEPIeHMs npoiecca GOPMUPOBAHUSA 3JI0KaYECTBEHHOTO KJIOHA
TpeOyIOTCS JONOJIHUTEILHBIE BHEIIIHNE 00CTOSTEIHCTBA



ITUOJI0I A

* JIyueBbl€ BO3/IENCTBUS
» nHQEeKINOHHbIe 3a00/1eBaHUSIMU

* KOHTAKTE MaTepu C HEKOTOPHIMH TOKCUYECKUMH BeIlleCTBAMU
B IIEPUO/], FeCTallu U

e reHeTHYeCKUX aHoManusx (cuaapom JlayHa,
Knantndensrepa, Buckorra-Osngpuya, HelipodpubpomarTos,
IeJINaKMs, HacJIeZICTBEHHO 00yCJIOBOEHHbIE UMYHHbIE
HapymeHHH)

» HAJINYUU OHKOJIOTUYECKUX 3a001eBaHUM B CEMETHOM
aHaMHe3e

° IIpUEM ODUTOCTAaTHUKOB



Knaaccnpukauma: onyxoam m3
npeAlwecTBeHHUKoB T- 1 B-1imM@pounToB:

 coryiacHo BO3:
1.0J1JI u3 B-kjetok npeainectseHHUKOB (BII-OJLT)

-0e3 crnenuduuecKrux XapakKTePUCTHK U C IIOpakeHueM
OIIpeleJIEeHHBIX IIUTOT€HETUUECKUX NOATPYII
(IIOBTOPSAIOIMIMMUCS XPOMOCOMHBIMU aHOMAJIASIMH )

2.0JIJI u3 T-knerok npenniectBeHHUKOB (T-OJILJI)

13 paHHUX IpealinecTBeHHUKOB T-1uM@o01acTHBIN
JIeriko3/1uMdomMa

NK-kj1eTouHbIN JUMPOOIACTHBIN JEMK03/TuMdpoMa



Kputepmumn yctaHOBNEHMA AMarHo3a/CoCTOAHMA:

- nuar"Ho3 OJLJI ycraHaB/IMBaIOT IIPU OOHAPYKEHUU
25% 1 00J1ee OJIACTHBIX KJIETOK B KOCTHOM MO3Ie
(KM)

* 110 MOP(OJIOTUYECKUM U ITUTOXUMHUUECKHIM
IIpU3HAKaM COOTBETCTBYIOIIUX JTUM@POoOIacTaM.

- Ha ocHOBaHMM olpe/ie/ieHr st AMMYHO(MEHOTHIIA
OJ1aCTHBIX KJIETOK YCTaHaBJINBAIOT JIMHENHYIO
IIpuHaJIesXKkHoCTh JuMdobaactos (T-OJLJI, BII-

OJIJD).



Knnnnueckue npossnenna |

1. HEATPONEHMA
s[loBblWEeHne TemnepaTypsl
e TAMensie, 3aTAMHbIe nHdeKunM
2. AHEMMA
s Taxurapama
* BAefHOCTL KOMXHbLIX NOKPOBOB M CAN3NCTLIX
¢ Chabocte

i qmie « KiimHnyeckas KapTUHA
3. TPOMBOUMTONEHUA

. OIIpe/iesIsIeTCs CTENIEHDIO HAPYIIIEHUS

* KPOBOMIANMAHMA B KOXY U CAn3ncTuie (%)

4. UHOUNBTPALIUA OPFAHOB (PYHKIIMN KOCTHOT'O Mos3ra u
elenaro-/Cnaneomeranma Ha/JIMYHUEM OITIYXOJIEBOHN MACCHI
'?"Waneﬂonam (opranomerasus, 60JIbIIIOE
o KOJINYEeCTBO OIYXOJIEBBIX KJIETOK B

5. ONYXONEBAA MHTOKCUKALIMA nepudepruyecKou KpoBHy,
*Crabocre JIMM@POaJIEHOIIATUA U TIOPaKEeHNE
°g°‘*"b‘e noTH! IHHC, KoxxH, sn4ek, JenKkeMuuecKas
e[loxyaauue

W I/IH(I)I:IJ.TIBTpaLII/IH CeTYaTKH).
e HapyWeHWA 3peHna e 00JIEBOM CUHJIPOM, CBSI3aH C
*HeBpoNorMuecKre HapyweHna IIOpa*keHHueM KOCTEll.

efonosxan bonew
¢ [1UCTpECC CHHAPOM NEerkmx
Mpuanuim



JlabopaTopHble UccsieJoBaHUA

* OAK (anemus, TpomOoIuTONIeHUA, MOoBBIMeHNe COI u yeiikonuTo3s .JIumdobacTe 60ee15-20% ot
00IIIero KoJimyecTBa JIEHKOIUTOB. KomnuecTBO HEUTPO(DUIOB CHHKEHO. OIIPEJIE/IAETCSA BhIPAKEHHOE
yTHETEeHNE 3PUTPOUHOTO, HEUTPOPUIBLHOTO U TPOMOOIIUTAPHOT'O POCTKA.)

+ B Muesiorpamme npeo06s1a7a0T 61aCTHBIE KJIETKU
o JlromOasbHAaA IyHKIHS C MICCIE0BAaHEM JUKBOPA. (/I UCKIIOUEeHHs HeHpOoJIeliKo3a)

¢ IuTOoXMMHYECKOEe UCCAETOBAHUE OIYX0JIEBBIX KJIETOK B OJIACTHBIX KJIETKAX OTCYTCTBYET aKTUBHOCTD
MHEJIONEPOKCHU/IA3bl U HecleITnPUUECKON 3CTePa3hbl KAK KIIOUEBBIX MapKePOB HETUMQOUTHBIX KIE€TOK-
IIPE/IIIIECTBEHHUKOB)

* IUTOT€HETUYECKOE MCCIAE0OBAHUE acIIUpaTa KOCTHOTO MO3Ta — OIpezieJIeHre TPaHCIOKAIUH,
nenennii, mHBepcui(AeeKTOB XpOMOCOM).

*  OHMOXMMHUYECKOeE HccjIef0BaHue KpoBu (001uii 6ey1ok, 6ekoBbie paAKINK, MOUYEBHHA, KDEATUHIH,
omnupybouH, amuHotpancdepassl, JIJII, Mmarauii, rioko3a). Pey3abTaThl BBITTOJTHEHHBIX aHATU30B
MIO3BOJIAT ONPEAETIUTH 0OHEM OIyXOJIEBOTO OPAYKEHM S, BEPOSITHOCTh PA3BUTHSA TYMOP-JIM3UC CUHAPOMA.

« Koarynorpamma



MHCTpYyMeHTa/IbHada AMarHOCTUKA

* Y3MU opraHoB OPIOMIHOM MOJIOCTH (JIJ1 OIleHKHU
COCTOAHUA TAaPEHXUMATO3HBIX OPTAHOB U
JTUM(pATUIECKUX Y3JI0B)

e JKI' HapylieHHA MIPOBOJAUMOCTH UMILYJIbCOB B
CEPZIEYHOU MBIIIIIIE.

 pearrenorpadguun u/vau KT opraHos rpyaHou
KJIETKHU, C L1€JIbI0 BBIABJIEHUS N3MEHEHUU JIETOYHOM
TKaHU U OPTaHOB CPEJIOCTEHUAA.

o Ixo-Kapauorpaduu QyHKIINOHAIBHOI'O COCTOSHUS
CEPZIEYHOM MBIIIIIIEI.



B3pocnsie
o0 AALLO232, Borowitz ¢ coasT., 2015
j-l e LI e H M e 0 GRAALL, Beldjord K ¢ coasr., 2014
o PETHEMA ALL-AR-03, Ribera c coasr., 2014
0 ALL-REZ BFM 2002, Eckert ¢ coaer., 2013
o GMALL, Gokbuget c coasr., 2012

0 o NILG-ALL09/00, Bassan ¢ coasT., 2009
o AIEOP-BFM-ALL Basso ¢ coasr., 2009

Lenu neyeHuA:
s - 9paI[I/IKaI_II/IH JIEHKEMUYECKOTO KJIOHA, Aemckue

- Boccranognenne HOpMaﬂubHOFO KpOBeTBOEeHHH, o rpynnbl Mocksa—-bepnuH (ALL-MB-2008 wnw ALL-MB-2015)
- JocTmxkeHne IINTEIbHOM 0€CCOOBITUHHOM BBIZKUB o rpynne BFM (ALL-BFM-95 wnw ALL-BFM-2000)

CoBpemenHoe JjieueHre OJLJI coCTOUT M3 HECKOJIBKMX OCHOBHBIX (pas:

o HWNHAYKIINA PEMHUCCUMU C IIOMOIIBIO 4 1 60JIee areHTOB, BBOJUMbIX B TeUeHUE 4 - 6 HeJIeb,
(11es1b-coKpallleHHEe OIIyX0JIEBOM MacCChl U /:LOCTI/DKeHI/Ie IIOJTHON PEMUCCHM)

« MyabruareHTHasa Konconunmanus ("3axkpermienue’) pemuccnu (3agayua-ene 6osbiiee
YMEHBIIIEHHE YHCJIa OCTAIOIIHUXCS IT0C/Ie HHAYKITNY JIEMKEMUYECKHUX KJIETOK) IJIUTEIbHOCTD
4-6 MecsIeB

o IToaaep:xkuBaIOIIAA TEPAUA AHTHMETA00JIUTAMH B TeUeHHE 2 - 3 JieT (DTO JIUTeIbHAS

MUTOCTAaTUYECKAaA TEPpAIINA B HeOOJIBIITNX A03aX, HalIpaBJIeHAaAd Ha YHUUYTOXKEHHE
BO3MOXXHOT'O OCTaTOYHOTI'O OITYyXO0JIEBOT'O K.TIOHa)



®a3bl Tepanum OJ1J1 1 ucnonblyemble

NNIEKApCTBEHHbIE Npenaparbl.

VHAYKIIMOHHASA TepaTus [IpeaHU307I0H WM ieKCaMeTa30H, BUHKPUCTHH,
JlayHOPYOHWITMH acIiaparmnHasa,
nuknodochamu, TUTapaduH, MEPKAIITOIIYPHH.

KoHcosumupytomas Tepanus MepKanToIypyH, #MeTOTPEKCAT, acltaparnHasa

PennpykininonHada Tepanus JlekcameTa30H, acriaparnHasa, JOKCOPYOUIINH,
BUHKPUCTHH, IUTapabuH , nukaodochamus

HozmepmHBanmaﬂ Tepalludg MepKaHTOHypI/IH, METOTpEK AT



Kputepuu oTrBeta Ha repanuio y naumenTtos ¢ OJI1

MonHan pemuccun
» OTCyTCTBME 3KCTpameaynnspHbix odaros OIJ]
* TpexpocTKoBOE KpOBEeTBOpEeHue
» <5% Bnacros (nepudepuyeckan KpoBb, KOCTHbLIA MO3r)

Pe3ucTeHTHOCTL
» OTCYyTCTBUE AOCTMKEHUA NONMHON PEMUCCUM B KOHUE MHAYKLUUW

MNporpeccupoBanune
» MNoBbilWeHne Kak MUHUMYM Ha 25% OnactoB B nepudepuyeckon
KPOBM W KOCTHOM MO3re WUNW nNORBNEHWE 3KCTpaMmeaynnaApHbIX
nposenexun O/

Peunaus
* Mosenexuune OnactoB B nepudepuyeckoln KpoBUM KOCTHOM Mo3re
(>5%) wnu nosBneHne a3KcTpameaynnApHbix npossneduin OIJ]
nocne NoNHON peMuccuu



