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 AHemuna JanmoHga-bnekpeHa (ALDB) - pegkas
doopma BpOXaAeHHOWU anfiasnm KPOBETBOPEHNS,
B OCHOBHOM KPaCHOKIETOYHOU (3pUTPOUNOHON),
PaHHEro U AETCKOro BO3pacTa,
pa3BMBaloLLIaACA B pe3ynbraTe anontosa
9pPUTPOUAHbIX NPpeaLecTBEHHNKOB B KOCTHOM
MO3re BcrieactBue aedekra bnocnHTesa
pnbocom. B HacTosLlee BpeMs DOMNbLUMHCTBO
reHeTn4yeckn paclindopoBaHHbiX criydaeB ALLb
ABMAKOTCA pe3ynbLTaToM rannoTUnnM4eckoun
HegoCTaTOYHOCTU reHOB, KOOAUPYOLWMX 6enku
Manowu nnun donbeLon cyobeanHuy, pudocom;
MOEHTNAOULIMPOBAHBLI TaKXe eANHNYHbIE
cnydyan AL1b B pesynsrate MyTtauum reHoB
GATA1, FLVCR1 n TFR2.



KnnHnyeckaa KkapTuHa

« CpenHun Bo3pacT Havara KIMHNYEeCKNX NPOSABIEHUN — 2
MecsALa XXNU3HW, cpefHUM BO3pacT YCTaHOBNEHUA AMarHo3a —
3-4 mecsiua. B 6onee 90% criyyaeB MmaHuectTauus
3aboneBaHnsA Ha NepPBOM roAy *XMU3HW, KpanHe peako — B
nepBble CYTKU XXN3HWU. ® Hcrno TpomMboumnTOB 1 NENKOLUTOB B
OCHOBHOM B npegernax HopMbl; Pe4KO MOXET ObITb
TPOMBOLNTO3, TPOMOOLIMTONEHNS U/UITN HEUTPOMEHUSI. *
[TopOoKn pasBUTUS, KPOME HU3KOIo POCTa, BCTpedatoTca B 47%
CllyyaeB: aHOManum 4Yepena v N1LEBOro ckeneTa
(rMnepTenopmam, BbICOKUI BbIMYKIbIN 1100, roTndeckoe Hebo,
HeDOHas pacluenuHa, Nnockas CrMHKa Hoca, MUKPOrHaTus,
MUKpoueanus, MUKPOTUS, HU3KO PACMONIOXEHHbIE YLUHbIe
PakoBUWHbI) — 50%, U aHOMarnumn KUCTen PykK (YABOEHHbLIN,
paculenfeHHbIN, 3-dpanaHroBbiv DOMbLLOK Nanedu,
cuHOgakTunmsa) — 38%, natonorma cepgua (oedgekr
MeX>Kenyaqo4yKkoBoUu neperopoaku, aedekTt mexnpeacepaHoun
neperopoakn, Koapkrauma aopTel, TeTpaga anno) — 30%, 1
MOY€ENONOBOU CUCTEMbI (MOaKOBOOOpa3Has noyka, yaBoeHue
MOYeBbIBOOALLNX NYTEWN, rmnocnagnsa — 39%, cCO4eTaHHbIe
NOPOKN pa3BUTUSA BCTPEYalTCA B 21% Criyyaes.



* dnsnyeckoe pasBnTNE HU3KOE. HNU3KUIN BEC NpU
POXOEHMN BCTpeYvaeTcd B 10% criy4yaes, Npu 3TOM
B NONOBUHE N3 3TUX ClNy4YyaeB OTMEYaeTCcH
OoTCTaBaHWe PU3NYECKOro pasBuUTUSA OT
rectauMmoHHoro Bo3pacta. bonee 60% 60nbHbIX
MMEIOT POCT MeHee 25 nepueHTuns. e OTcyTcTBYyeT
rernaTtocnneHomMmeranus. 8 « Kapmotun KrneTok
KOCTHOro Mo3ra n kposu npn AL1b He N3BMEHEH. ¢
[TpeapacrnonoXXeHHOCTb K 31T0Ka4€CTBEHHbLIM
HoBoOb6pa3oBaHuaAM. OnucaHo 30 crny4vaes
Pa3BUTUSA 3NOKAYECTBEHHbIX 3a00/1IEBAHNN Y
nauneHToB ¢ Al1b — Hanbonee yacTo
OHKoremaTtornormyeckue 3adbonesaHuns (OMI1,
MIC, nnmdpoma), crnegytowiasa no 4actoTe —
OCTeoreHHasi capkoma, peako — pak MOno4YHOu
Kenesbl, TONICTON KULLKU 1 ApYyrue ConnaHble
onyxosin, KoTopble pa3smBanuncob B bonee
MOJ1010M BO3pacTe, YeM 0BObIYHO.



Obwme nogxoabl (NpuHUKMNBLI) K anarHoctmke AIAb

» lnarHo3 A1b yctaHaBnnBaeTcd Ha OCHOBaHUA
KIMMHUYECKNX MPOABNEHNN N AAaHHbIX
nabopaTtopHoro obcrnenoBaHus (YPOBEHb
ybeauTenbHOCTU AokasaTenbctBa A-B). o
ObssatenbHble KpuTepun: « HopmoxpomHas,
0ObIYHO MaKpouuTapHasa, aHeEMUA B paHHEM
BO3pacTe De3 BOBMEYEHUSA OPYIrNX KNETOYHbIX
NMUHUN. ® PETUKYINOLUTOMEHNSA. *
HopMOKNeTO4YHbIN KOCTHbLIW MO3T C
CENEKTUBHbIM YMEHbLLUEHNEM 3PUTPOUNLHBIX
npeaLwecTBEHHMKOB (<6%). Bo3pacT < 1 roga



» [lononHuTenbHbIE KpUTEPUN: * Hann4due
MyTaumn B pubocomarnbHbIX reHax (RPS19,
RPS10, RPS24, RPS26, RPL5, RPL11, RPL353,
RPS7, RPS17). ¢« CeEMEeNHbI aHAMHES. ®
BpoxaeHHble aHoManumm passutng,
XapakTepHble ans knaccmnyeckon ALb.
[TloBblleHne HbF (Ana nauneHToB cTapLue
6 Mec.). ¢ [loBblLLIEHNE aKTUBHOCTH
ApUTPOLIMTApPHOM adeHO3NH Ae3aMMnHa3sbl
(eADA).



* B nebioTe 3aboneBaHnsa BCTpeYaeTcsl MakpOLIMTOS3,
accounnpoBaHHbIN C PETUKYNOLNTONEHNEWN,
KONU4YeCTBO NENKOLIMTOB U TPOMOOLIMTOB ODbIYHO B
npenenax HopMbl, XOTS nerkast HeUTPONeEHUS
BCTpevaeTca y 20-30% nauueHToB ¢ Alb. B
OanbHenwem, ¢ Bo3pactom, y 20-30 nauneHToB
NoSABNSAETCHA TPEXPOCTKOBASA LINTOMNEHUS], KOTOPAsA HE
HOCUT TSKENOTro XapaKkTepa U He HYXXOaeTcs B
KOpPEKLUUN rpaHynounTapHbIM
KONMOHMECTUMYNUPYIOLWMM daKTOPOM UMK
TpaHcy3namm TpombounTapHom B3Becn. 9 KOCTHbIN
MO3r C BUAUMbIM OTCYTCTBMEM HOPMODNAcTOB, B psae
Clly4aeB OTHOCUTENbHOE NOBbILLEHWE KONTMYecTBa
Npo3punTPObIacToB UMM HOPMarbHOE KONMMYECTBO
NpO3pPMTPOONACTOB C apeCcTOM CO3pEBAHMS,
YMEHbLLUEHME KONMUYECTBA 3PUTPOUOHBLIX
npeawecTBeHHUKOB (MeHee 6%), HEM3MEHEHHbIE
MWENOUOHbIN N MerakapuymMTapHbI POCTKU
KPOBETBOPEHUS.



« eADA - knto4yeBon depMeHT MmeTabonuama rnypmuHoOB, ero
OTHoOLWeHue K natodusmonornn ALlb octaetca nsyyeHHbIM He
0o KoHua. OgHako NoBbILLEHNE aKTUBHOCTU eADA HOCUT
Hecneunduvecknmn xapakrep. l'oBbllLleHNne akTUBHOCTN eADA
BbIABNAeTCSA Y 90% 6onbHbIX ALLD, nocre 3amecTutensHoOu
TpaHCAYy3Un IPUTPOLUTAPHON MACChbl aKTUBHOCTb (PepMeHTa
KaK npaBuno HopMannayeTcs (3a cyeT npeobnagaHuns
OOHOPCKNX 3PUTPOLIUTOB), NPU UCCNEeaOBaHUN aKTUBHOCTU
doepmeHTa BO ppakumm peTUKYNoLUMTOB OTMEeYaeTCH
NoBbILLEHNE aKTUBHOCTU 3TOro oepMeHTa gaxe Ha ooHe
TpaHCcdy3umn apmUTpoLUuTapHOU Maccel. [oBbilleHne
aKTMBHOCTU eADA 00 1,70 HMONb/MUH/MIHb cunTaeTtcsa
NoporoBbIM A5 noctaHoBkn anarHoda Ab. loBbileHne HbF
B COMETaHUn C NOBbILLEHNEM aKTUBHOCTM eADA NO3BONAKOT
ondodepeHunposatb ALD OoT TpaH3UTOPHOU
apuTPOONacTorneHnn OeTCcKoro Bo3pacTta, KoTopasi, O4aHako,
penko BCTpeyaeTcs y AeTeun nepBoro roga XusHm. OnnucaHo
HeckonbKo cnydaeB ALlb, korga y oeten mnaglue 3 mecquen
B MyHKTAaTE KOCTHOIO MO3ra oTMeyaeTcs yBenmyeHHoe
KONMYECTBO (A0 15%) NPUMUTUBHBIX 3pUTPOOIIAcToOB, KOTOpbIe
OLLNDOOYHO TPaKTOBASIMCb KaK NnenkemMmmnyeckne numdobnacTobl
N 0eTaM Ha3Havyanacb XxMumMmuoTepanua no nosogy OCTpPoro
numdobrnacTHoro nemnko3sa.



HndpdpepeHumnansHas
OnarHocTuka

« A1b Heobxoanmo anddepeHUnpoBaTb CO
Crneayowmnmm COCTOAHNAMMN N 3aboneBaHUsAMN: 14 o
[To3aHAs rMnopereHepaTtopHas aHemMusi BCNeACTBME
TSAXXenow reMonmMTnyeckon aHeMmm HOBOPOXKOEHHOIO
(Rh nnn ABO KOHNKUKT), KOTOpasi MOXKET COXPaHATbLCA
B TEYEHMNE HECKOSbKUX MecALEB. ¢ TpaH3nTOpHagd
aputpobnacTtoneHust (npunoxeHue b). « BpoxaeHHas
rmnonnacTtuyeckad aHeMmua Bcrneacrteune
TpaHcnnaHueHTapHo nepegaHHOU MHMPEKLNK
napsoBupycom B19. NapsoBupyc B19 MOXeT BbI3biBaTb
TPaH3NTOPHYIO HE4OCTAaTOYHOCTb 3PUTPOUAHOro poCTKa
Yy NayMeHTOB C reMonmM3oM U XPOHUYECKON
3pUTPONOHON HEOQOCTATOYHOCTbLIO NPWU
nmmyHogeduumtax. dmnarHoctmpyertca metogom [NLIP
obpasLa KOCTHOro Mo3ra



[TpnobpeTeHHada nepcucTmnpytoLlas
apuTpobnacroneHunsi BCneacTame napsosmpycHomn B19
NHJOEeKLUMN Y HOBOPOXOEHHLIX U AeTEN paHHEro
BO3pacTa C BPOXOEHHbIM KOMOMHMPOBAHHbLIM
MmMmyHoaeduumTom o CuHapom NnpcoHa, KoTopbin
XapakTepusyetcsi peppakTepHON apereHepaTopHOU
MaKpouMTapHOU cnaepobnacTHoON aHemuen,
HEeUTpOoneHneun, Bakyonunsaumen npealieCTBeHHUKOB B
KOCTHOM MO3re, Hann4mem cmaepobnactoB (00ObIYHO
KOnbLEBbIX) B KOCTHOM MO3re, 3K30KPUHHOW
ancdyHKUMen nogxenygovyHou xenesbl u
MeTabonmyeckum aunao3om (f1aktaTt aumao3om).
AHeMuna pasBMBaeTCs B Bo3pacTe 1 MecsLa XXU3HU B
25% cny4vaeB, B BO3pacTe OKOJ10 6 MeCALEB XXU3HU B
70% criy4daeB. Y Bcex 60SIbHbIX BbISIBIIAETCS Aenewuuns
mutoxoHgpuansHon [IHK. B peakux cnyyasax
LMTOMEHNA MOXET pa3peLlnTbCA C BO3paCcToM, MHOIne
BonbHble pa3BUBAlOT HEMPOAEreHepaTUBHOE
3aboneBaHune (KeapHc-Cunape cuHapom) B bonee
cTapluem Bo3pacTe.



[1porHos

* B uenom nporHos ans >Kn3Hm 4octatoyHo
bnaronpuAaTHbIN. BbINONMHEHME AAHHBIX
KNMUHNYECKNX pEKOMEHdaLU MM NO3BONSAET
COXPaHUTb MOSTHOUEHHYO paboTOCNOCODHOCTL
nayneHTa. [NpoaormKnTenbHOCTb XN3HU
orpaHu4yeHa B MepBylo o4epenb pa3sBUTUEM
OCIOXXHEHMU OT NPOBOANMON Tepanun.
CnoHTaHHasa pemuccua AIb BoamoxkHa B
npumMmepHoO 20% cny4yaes K 25 rogam He3aBUCMMO OT
paHee nposoanMoun Tepanmn. OCrnoXXHeHne
3aMeCcTUTeNbLHON Tepanun 3pUTPOLIUTHOMN Maccou
— MOCTTPaHCPY3NOHHAA neperpyska Xxenesom —
MOXET CYLLeCTBEHHO COoKpaLlaTb
NPOOOITKNTENBHOCTb XU3HU N yXyALLlaTbh KA4eCTBO



* 18 [1poaOIMKUTENBHOCTL XXN3HN DOSMbHLIX: 40 40 neT
noxueaert 75,1+4,8% O0mnbHbIX; B Crydae JOCTUXEHNS
pemMmccum nnn MeankameHTo3HOU PEMUCCUN BbIXKMBAEMOCTb
cocTtaBnseT 85-100%; TpaHCY3MOHHO 3aBUCUMbIE NaUMEHTDI
OOXUBAKT 40 B3POCSIoro Bo3pacta B 60% cnydaes. Obuwas
BbKMBAeMOCTb nocne poacrteseHHon coBmectumon TICK,
eCInun OHa nposoguiack 40 9- IeTHero Bo3pacTta, CoCTaBnaeT
95%, Nocne HepoaCTBEHHOW NONMHOCTLIO coBmecTumoun TICK
— 85%. CMepTHOCTL naumeHToB ¢ ALlb 3aBMCKT OT pa3BUTmA U
CTENEHN TAXKECTWN OCMOXHEHUN OT NPOBOANMOU Tepanun
(nocTTpaHCcy3noHHaa neperpyska Xernesom, MHdekunm,
ocnoxHeHua nocrie TICK) — 67%, cBsi3aHa c nporpeccuen
3aboreBaHus (Tskernas ansasmsa KpOBETBOPEHUS,
3rnokayYecTBeHHble 3aboneBaHust) — 22%, He yCTaHOBSIEHA
NPpUYNHHAZA CBA3b — 11% cry4aes.















