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Annactrmyeckasa aHeMus

Annactunyeckasa aHemus (AA) — 3aboneBaHne CUCTEMbI KPOBU, XapaKTepusytouieecs
naHunToneHuen (oehnunT SpUTPOLNTOB, NENKOLMNTOB N TpomboumnToB), 06yCNOBNEHHOWN
ansasnen KOCTHOMo MO3ra, CBA3aHHOW C HapyLWeHWeM UMMYHHbIX MEXaHN3MOB perynaumm
KPOBETBOPEHUSA, KOTMYECTBEHHBLIM AePULNTOM N PYHKLUNOHANbHBIMU AedeKTaMun
CTBOJIOBbIX KPOBETBOPHbIX KJIETOK'.

Beoywmm mexaHn3aMom pas3snutua AA cHnTaeTCcd ayTOMMMYHHAas peakumnsa, HanpasseHHas
Ha KNeTKn — npejllecTBeHHNLbl reMornos3a. KoCTHOMO3rosas HefLoCTaTOYHOCTb npu AA
pa3BMBaeTCsd B pe3ysibTaTe NnoAasBsieHusa nponmdepauum n CTUMynaumm anonTtosa
remMonosTUYeCKMNX KJeTOK-NpeaLlecTBeHHNL, akTUBUPOBAHHbIMU T-nuMpountamum n T-
Knnnepamun. NocteneHHO pa3BMBaETCS arJia3na KOCTHONO MO3ra 1 3Ha4nuTesibHoe
yMeHbLLEHME MNyJia reMorno3TU4YeCcKnX KIeTok" .

YMeHbLUEHMe nyJsia reMono3TUYeCcKnx KJIeTOK KOCTHOrO MO3ra COMpoBOXKAaeTCs
HapyLleHneM obMeHa XKesle3a 1 OT/IOKEHNEM XeJle3a B KOCTHOM Mo3re, MuoKapae,
neYeHun, SHOOKPUHHbLIX 1 MOJIOBLIX OpraHax, YTo Bbi3blBAaET HapyLLleHne MyHKLMUN 3TUX
opraHos’.

Kpome Toro, TedyeHne AA MOXKET OCJ/IOXKHUTBLCHA Pa3BUTUEM TaKUX KJIOHAJIbHbIX
3aboneBaHuin, Kak NapokKcmamMasibHasa Ho4YHasa remornobunHypusa (MHM),
MuenoaucnaactTuyeckmm cuHgpom (MAC), ocTpbin MmenonaHsin nenkos (OMJ1). YactoTa
Pa3BUTUSA KJIOHAIbHbIX OCJIOXXKHEHU MOXXET aocTuraTb 32% B TedyeHune 10 neT. MosBneHue
KJIOHaJIbHOr0 KPOBETBOPEHUA MOXXET BbITb BbiIBNIEHO N Ha 6osiee paHHUX 3Tanax TeYeHuns
AA. HYncneHHocTb kneTok MNMHIM-ko0HOB B Npouecce TedyeHna AA MOXKeT MEHATLCA:
yBeIMYMBaTbLCA BMJIOTb A0 TPpaHChopMauum B knaccudeckyro NMHM nan ymeHbwaTbCa A0
MOJIHOrO MCYEe3HOBEHUS. DBOJIIOLMA B Klaccuyeckyto MHI cocTasnsaeT 11-17%".

MepBbIM KINHNYECKNM NposBaeHnem AA, Kak NpaBuao, ABNSETCA remopparmn4yeckui
CUHOPOM Pa3/IM4YHON MHTEHCMBHOCTU. Tak)Xe MoryT HabnogaTbca 6onee 4acTble
MHEKUNN, CUMNTOMbI @aHEMUU, NOBbILLEHHAA YTOMAAEMOCTb, OAbILLKa NpU pusn4eckomn
Harpyske, 3puTesibHble PacCTPONCTBA B pe3y/ibTaTe KPOBOU3NIUAHUIA B ceT4aTKy .

B oTCcyTCTBME cneundurnyeckon Tepanum neTanbHocTb AA npesbiwaeT 70%°. Mpwu
HenevyeHom Tsxxenon AA (TAA) NaumeHTbl yMUPAIOT B TedeHne roga’. Y naumeHTos ¢ TAA
Ha4Me UMTOreHeTUYeCKMX aHoMaanuim yxyawaeT nporHos’.
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B eBponenckux cTpaHax 3abonesaeMocTb AA cocTaBisieT 2 caydas Ha 1 MJIH HaceneHus B
ron, B BocTo4Hom Asum 3abonesaemMocTb AA B 2-3 pa3sa Bbilwe®. AA MOXXeT BO3HUKATb B
nobom Bo3pacTe, 0oAHaKO Nuk 3abonesaemocTn HabnwgaeTcs B Bo3pacTte oT 10 po 25 net
My naumeHToB cTapwe 60 net’. B PO oTHOCUTCSA K opdhaHHbLIM 3a601eBaHmAM.

Knaccudpukauma 3aboneBaHus

CaMbIM pacnpocTpaHeHHbIM BapuaHToM npnobpeTeHHon AA aBnseTcsa nanonatmnyeckas AA
(3TMonormn4yeckuin PakTop He NAeHTUPULNUPOBaH), Ha LOJI0O KOTOPOWN NPUXOONTCA Nopsaka
80% cny4vaes’.

Hanee cnepnyloT Bupyc-accounmnpoBsaHHasa AA, pa3suBatloancd Ha ooHe BUPYCHOro
renatuTa, BUpyca dnwTtenHa-bapp, Bupyca nmmyHogedpuunTa 4esoBeka, NnapBoBupyca
B19 y naumeHTOB C UMMYHOOEDULNTOM, U IeKapCTBEHHAA NN TOKCMYecKkas AA,
pa3BMBaOLLLAACA KaK HexeslaTeslbHoe ABJIeHMe Npu npueme xJopamdeHmnkona,
OTPaBAEHUN BEH3MHOM 1 HEKOTOPLIMU APYrMMM areHTamu’.

B 3aBUCMMOCTN OT Ha/IM4YMA Yy NaUMEHTa KJIOHOB CTBOJIOBbIX KJIETOK C MyTaLMNen B reHe
PIG-A — TaK Ha3blBaeMbIn KJIOH MapoOKCU3MalbHON HOYHOW remMmornobuHypun (MHM-KNOH) —
BblOeNsaT :

e AA, npoTekawwyto 6e3 MHIr-knoHa;

e AA, npoTekatuyto ¢ NMHIM-knoHom;

e AA, nNpoTeKkawLwyto ¢ cnHapoMmoM IMHI (cybknnHmnyeckmne npmsHakm
BHYTPUCOCYANCTOro reMonns3a).

B cny4yae oTcyTCcTBUA 3hhekTa OoT NpoBOAMMON KOMOUMHNPOBAHHON MMMYHOCYNPECCUBHOMN
Tepanun (NCT) yepe3 6 MmecsaueB OT Havasla IedeHns uam nocse BToporo Kypca ATl
MPUHATO CTaBMTb AMArHO3 pedpakTepHon AA

AuarHoctuka AA

B cooTBeTCTBUM C HALNOHAIbHbIMU KJIMHUYECKUMU peKoMeHAaunsaMun no gnarHocTuke u
fleyeHuto anslacTnYeckom aHemMuu, anarHo3s AA ycTaHaB/IMBaeTCA Ha OCHOBaHUN
KJIMHUYECKNX NPOABSIeHN 60M1e3HM 1 faHHbIX labopaTopHOro obcrienoBaHms .

OCHOBHbIMUN KJIMHNYECKNMU npoAaBneHnAaAMmn AA asnsoTca':

* aHEMUNYECKNI CUHOPOM;
* reMopparnyecknin CUHLPOM;
e TAXKesible NHPEeKUNN.

KpuTepumn nocTaHOBKW AmnarHosa (puc. 1)

e TpexpoCTKoBasa LUMTONEHUA: aHeMuns (remornobuH menee 110 r/n),
rpaHysiouuToneHns (rpaHynouuTsl MeHee 2,0 X 10°/n), TpombounToneHMs
(TpomMbounTbl MeHee 100 x 109/n);

* YMeHbLlIEeHNEe KNEeTOYHOCTN KOCTHOro Mo3ra MmeHee 25% (N0 OTHOLUEHMNIO K
BO3PAaCTHOW HOPME), NN KNeTo4YHOCTb bonee 25%, HO meHee 50% npu cooep>xaHum
MUEeNONOHbIX 3/1eMeHTOB (T. €. NCKJInYasa NMMEPOUNTLI U N1a3MaTUYeCcKne KNeTku)



MeHee 30% 1 OTCYTCTBME MerakapmoumnToB No AaHHbIM NyHKTaTa KOCTHOMO Mo3ra
(cTepHanbHasa NyHKLMSA);

e Annasunsa KOCTHOro mMo3ra (npeobnafaHne XMpPoOBOro KOCTHOro Mo3ra) B buonrtaTte
NoAB340LWHON KOCTK (BunaTepanbHas TpenaHobrnoncus).

B 3aBMCUMOCTN OT YPOBHSA LNTOMEHUN (BbIPA>XEHHOIM0 CHUXXEHHOI0 Y1csa KaeTokK
OTHOCUTEJIbHO HOPMbI) BbIAENSAIOT C/iefylowmne no TaxecTn popMbl AA':

e HeTaxenyio AA — ypoBeHb HenTpogunos 6onee 0,5 x 10°/n;

» TAA — ypoBeHb HenTpohunios MeHee 0,5 x 10°/n, TpombouuToneHns meHee 20 Kn X
10°/n;

o CBepxTaxenyo AA — ypoBeHb HenTpoduios MeHee 0,2 X 10°/n.
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TpexpocTkoBaa LMUTONEHUA

TpenaHo6uoncus Mucronorua: uckniouenne MAC, neitikeMun, MHGUAbTPaL UK
(6unatepanbHas) MmeTacTtasamu paka. OnpegeneHue runo-/annasmm

CrepHanbHas Mopdonorua: noaTreepxaeHue otcytcTeuAa 6nacrtosa MIMKL 8 KM.
o i i CLW/FISH: onpeneneHue XpoMOCOMHbIX aGeppaLiuii

OnpepgeneHue TAXKecTH 3abonesaHmsa, buoxmmuueckoe
MNepudepunueckasn kposb == uccaegoBaHMe KpoBM, NMoKasaTenu obmeHa xenesa. OnpegenexHue

MpuobpeteHHan
annacTuuecKas aHemusa Mouck HLA-mpgeHTUUHOro poAcTBEHHOIO fJoHOopa

PucyHok 1. Anroput™M gmarHoctuku AA

OnarHo3 AA cTaBUTCA METOLOM UCKJIIOYEHUSA, TakuM obpasoM, ocoboe BHMMaHMe crenyeT
yoenuTb auddepeHumansHon anarHoctuke AA’. B xone AMarHoCTUKM Heob6XoanMo
NOATBEPANTb AMArHO3 U UCKJIIOYNTb BO3MOXKHbIE MPUYUHBLI NAHUUTOMNEHUN U
rMNouenIloNspPHOro KOCTHONO MO3ra, BKJIlo4Yas rno3gHune rnposiBiieHns BPOXXKAEeHHbIX
CUHAPOMOB HELOCTAaTOYHOCTMN KOCTHOI0 Mo3ra. Ha faHHbIA MOMEHT OTCYTCTBYET eAUHbIN
MeTop, KOTOpbI No3B0AKA Bbl HAQEXXHO YCTAaHOBUTb AMarHo3 npnobpeTeHHoON
(ngmnonaTtnyeckomn) AA".

N3yyeHue aHaMHe3a

Mpwn cbope aHaMHEe3a NauneHTa C NoA03pPeHNEM Ha AA peKoOMeHOyeTCH BbIB/ATb CBA3b C
BO3MO>XHbIMU TOKCUYECKUMUN, NEKAPCTBEHHBLIMU areHTaMn Uan accoumaunto ¢ BUPYCHbIMA
renatutammn B n C. Heobxoaum TuwiaTenbHbI COOp CEMENHOIr0 aHaMHe3a OJ19 NCKJIoYeHUs
BPOXXAEHHbLIX aHOMaIMI, a TakXe crieayeT YTOYHATb Haan4me cnbanHroB (pPoaHbIX
bpaTbeB n/unn cectep) ANst PaCCMOTPEHUSA BO3MOXKHOCTW NMPOBeAeHNs TpaHCcnaaHTaumm
reMono3TMYecKmnx cTBonoBbIX kaeTok (TFCK)™.

®dU3nKasibHbIK OCMOTP

Mpu AA OCMOTP BKJIIOYAET N3MEPEHME N OLIEHKY
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pocTa 1 Macchbl Tena;
TeMnepaTypbl TeNna;

COCTOSAHMNSA KOCTHO-CYCTaBHOW CUCTEMBbI;

HaM4Ynsa NPU3HaKOB FreMoppParnyeckoro CUHAPoOMa;

OTCYTCTBMUSA renatocnseHoMeranum, numdgoageHonaTuu;

HaN4YNsa NMPU3HAKOB ANCHYHKLNK CepaLa, Ierknx, NevyeHun, noyYek, opraHoB
SHOOKPUHHOWN CUCTEMBI.

PekoMeHayeTcs obpallaTh BHUMaHNE Ha aHOMaIUN, XapaKTepHbIe O BPOXKAEHHbLIX (POPM
AA: MUIrMEHTaLMIO KOXKHbIX MOKPOBOB, ANCTPOMUIO HOrTEN, NENKOMIaKUI0 CAN3UCTLIX,
aHOManum pasBuUTUA ra3, aHoManum 3y6oB, paHHee nocefeHune 1 BbinageHne BoJioc,
rmnoroHagmsm' u T. 4.

JNlabopaTopHas guarHocTuka

PeKOMeHﬂ,yeTCH BbIMOoJIHEHNE CneayroWnNX ANarHOCTN4YeCKnX I/ICCJ'Ie)J,OBaHI/IIZIZ

e 06N aHaNM3 Nnepugepnyeckon KpoBn C onpeaesnieHnem abCconNtoTHONoO Kom4yecTsa
PETUKYIOLUMTOB N NOACHETOM TPOMOOLUNTOB «rnasamm». [Ana onpeneneHns TsxecTu
AA HeobxoamMo nposefeHne 3 NocsiefjoBaTesIbHbIX aHaIN30B KPOBU;
Bunoxmmmnyeckoe nccrienoBaHue KpoBu;

NccnepoBaHme heppOKMHETUKM C LLeNbIo BbiIBJIEHUS BTOPUYHOIO reMmocuaeposa:
»Kenes3o CbIBOPOTKU, heppuUTUH CbiIBOPOTKMK, 0bLLaA Kee30CBA3biBaloLLLANA
CMoCcoBHOCTL CbIBOPOTKMU, HacblWEeHWe TpaHcheppurHa xene3oM, TpaHCheppuH;
LnTonormnyeckoe nccnenoBaHme KOCTHOrO Mo3ra (CTepHasibHasa NyHKUKNS);
CTaHpapTHOe unToreHeTu4deckoe u dpaiyopecueHTHas rmbpuamnsauyms in situ (FISH)
nccenoBaHUA KJ1I€TOK KOCTHOMO Mo3ra (CTepHalbHbIA NMYHKTAT) C Lenblto
angpgepeHumanbHOW oMarHoCTUKK C MmenogucnaacTmyeckum cmHgpomom (MC);
FmcTonormnyeckoe nccnenoBaHme KOCTHOro Mo3ra. Heob6xogmmo BbINOSIHEHME
bunatepanbHoM TpenaHobmoncum nepeaHnX A 3agHNX oCTen NoAB3A0LLHbIX
KOCTEN C Luenblo UCKYeHMa runonnactmnyeckoro MAC;

LlnToxmumMmnyeckoe nccrienoBaHue spnTpoKapmoumnToB. BeisBneHne KosbLeBbIX
cnpepobnactoB B KonnmyecTBe 6onee 5% TpebyeT pononHuTenbHoro ob6cnenoBaHus
ansa ncknoyeHmna MAOC;

Onpepenenne MHIM-KNoHa METOAOM BbICOKOYYBCTBUTELHOW NPOTOYHOW LLUTOMETPUMN.
BbissneHue MNMHIM-KN0Ha BHe 3aBUCMMOCTU OT MPOLEHTHOro conep>xXaHusa I en-
NeeKTHbIX KJIeTOK Cpean rpaHysioumMToB, SPpUTPOLMTOB N MOHOLIMTOB HE UCKJI0YaeT
anarHos AA;

Onpepenenne npamon Nnpobel Kymbca. Hannume nonoxxutenbHom npoobsi
COMHUTENIbHO AN aunarHo3a AA;

NckniovyeHne CMCTEMHbIX KOI1areHo30B Y BCex BONbHbLIX Mpu gnarHoctuke AA:
onpeneneHne coaep>XxaHns B KPOBU aHTUTEN K KapAWOIUNUHY, aHTUTen K beTta-2-
rVKONPOTENHY; uccnenoBaHue ypoBHS aHTUTEN hoCchoNnnnaoB B KPOBU
(BOTHAHO4YHbBIN @HTUKOAryJasaHT); onpeneneHmne cogep>XXaHns aHTUHYKJ1IeapHbIX
aHTUTeN, aHTUTeN K ABycnupasnbHon (HaTneHon) OHK ona NckatoYeHnss CUCTEMHbIX
KOJ1/1areHo30B.,;

lMpwv nopo3peHnn Ha BpoXXaeHHYo AA — npoBefeHmne TecTa Ha JIOMKOCTb XPOMOCOM C
ncnonb3oBaHMeM BUMYHKLUNMOHANBHOMO aNKNAnpytowero areHTa (ansnokcnbyTaH)
ANA NCKYeHUS aHeMn PaHKOHN;

CekBeHMpoOBaHMe NaHesIn reHoB aHeMn PaHKOHN 1N BPOXXOEHHOro AnckKepaTosa C
LeNblo UCKJTIOYEHNA KOHCTUTYUMOHaIbHbIX hopM AA npu pedpakTepHoMm K UCT



Te4yeHun 3aboneBaHuns.
JleyeHue AA

MonoabiM NauMeHTaM 1 NauneHTam nNpu HaJnYMmM NoAXoAsALLEero 4oHOpPa NoKa3aHo
npoBefeHne TpaHCMIaHTaLMmn reMono3TUYeCKNX CTBOOBLIX KneTok (TFCK)™.

MaToreHeTn4yeckoe nevyeHne AA BkaoYaeT nposeaeHmne kombuHmposaHHom UCT (ATE B
KOMBMHaLMM C LMKNOCMOPUHOM A), LieSIbio KOTOPOW ABMSETCH YMEHbLUEHNE NUan
yCTpaHeHne MMMYHHON aTaku Ha KNeTKU-NpealecTBeHHULbI .

MNpn HaNM4YMM NOKasaHWM Ha3Ha4YaeTCsa xeslaTopHasa Tepanus N3bbITOYHOr0 YPOBHS
Xesesa, a TakXKe 3aMecTuTesibHas reMoTpaHCcdy3noHHas Tepanua (3puTpounTHasa Mmacca,
TPOMBOKOHLIEHTPATLI, CBEXXE3aMOPOXXEHHas rniasma)’.

CNo>XXKHOCTW C Tepanuei AA CBsi3aHbl C TEM, YTO:

e [loHopbl ans TTCK HaxoaaTca He 6onee Yyem ana 30% nauneHTos?;

e TpaHCnIaHTaunsa ConpoBoXA4aeTCs NOTEHUMANbHO XU3HEYTrpoXKaoLWwmmMn
OCJIOXKHEHUSIMU, BKJIOHAs peakLMIO «TPaHCMIaHTaT NPoTUB X035MHa»®;

* NMopsaka 30% nauneHToB ¢ TAA He 0TBeYaloT Ha CTaHaapTHyo UCT?;

e OK010 40% oTBeTuBLINX Ha UCT BnocneacTBum peunansmpyoT’.

Mpu4nHon HeathdhekTBHOCTU UICT MOXKET BbITb AOKa3aHHOE CHUXXEHME KOIMYeCTBa
CTBOJIOBbIX KJIETOK N NX HECNOCOOHOCTb BOCNPOM3BECTN FrEMONMO33 B HY>KHOM obbeme y
nauneHToB C Tsxenon AA™.

Obliaa cxema nedveHnsa AA npueeneHa Ha puc. 2.
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Anno-TICK o1 HepoACTBEHHOTO YaCTHYHO COBMECTHMOTO
WK ranfiongaeHTHYHOro 4oHopa
Anno-TICK oT HepoACTBEHHOTO A0HOPa Nanapockonuyeckan CIeHIKTOMKA

PucyHok 2. AnropuTtMm siedeHunsa AA

Cnucok nuTtepaTtypbl
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