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Anemus @ankonu (AD) — 3To peaKoe HACIESACTBEHHOE 3a00JIeBaHIE, KOTOPOE HACJIEyeTCs
110 ayTOCOMHO-PELIECCUBHOMY THUIIy M XapakTepusyercs HapyumeHnueM crpykrypsl JHK, amnaszueit
BCEX POCTKOB KOCTHOI'O MO3Ta, HAJIMYMEM BPOKICHHBIX aHOMAJINK U BBICOKMM PUCKOM Pa3BUTHS OH-
KOJIOTHH, Yallle OCTPOro Muesnoseiko3a. OCHOBOM NPUUMHOMN NOABICHUS 00JIE3HU ABISAETCA MyTaLUs
rera FANC (A, B, C,D1,D2,E, F,G,[,JuL, N, S). B GonpmmHCcTBE CllydaeB BCTpEeYaeTCs MyTaIUS
FANC-A, BbI3bIBaOIIIAs YACTUYHYIO HJIM TTOJIHYIO TTOTEPIO GYHKIIMU OeJIKa U, KaK pe3yJIbTaT, pa3Bu-
TtHe xapaktepHoro ¢penoruna AD. Berpedaerces 3adoneBanue ¢ yactotoi 1 Ha 300000 poauBmmxcs
nerel, dame B crpanax Adpuku. Onnako myranuu B reHax D1, N u S, BbI3bIBatoT (hOpMBI aHEMUH,
KOTOpBIE B OOJIBIIIMHCTBE CIIy4aeB MPUBOAST K TMOEH IJI0/A.

Knunnueckast kaptuna. CaMbIM onacHbIM nposiBaeHueM AD sBIseTCS pa3BUTHE FEMOJIUTH-
yeckod aHeMuH. CumnToMel AD MOryT NposIBIATHCSA MOCTENEHHO, U IIPU POXKICHUN aHAIU3 KPOBU
MO>KET HE IIOKa3bIBaTh OTKJIOHEHUH, 1ajiee B Ma3Ke MOSIBJIIOTCS MErajno01acTbl U MaKpPOLUTHL, a e1lle
[I03)KE HAYMHACT Pa3BUBATHCS ITAHLUTOIECHHUS, YTO B KOHEUHOM MTOI'€ MOXKET IIPUBECTH K ITOJHON
KOCTHOMO3IOBOM Hel0CTaTOYHOCTH. CHUKEHHE KOJIMYECTBA TPOMOOIIMTOB U SPUTPOLIUTOB OOBIYHO
IIPELIECTBYET CHIXKEHHUIO JIEHKOILIUTOB, Pa3BUBAETCS XapaKTEPHbIN KOMIUIEKC CUMIITOMOB. CHIKe-
HUE TPOMOOIIUTOB PUBOJIUT K YaCTHIM KPOBOTEUCHUSIM, TIOSBJICHUIO TEMATOM, YXYAIICHHIO CBEPTHI-
BaeMOCTH KpoBH. [Ipu 3pUTpOLUTONEHUN Pa3BUBAETCS OOLIMII aHEMUYECKUH CHHJIPOM, XapakTep-
HBIMU TIPOSIBIICHUSIMU KOTOPOTO SIBJIIOTCS C1a00CTh, 0JIETHOCTH, OBICTpasi yTOMIISIEMOCTb, OJIBIIIKA,
00OMOpOKH, TaxUKapaus, Jajgee IPUCOSAUHSIOTCS YacTble HH(EKIIMOHHBIE 3a00JI€BaHuUs, PEIIUINBbI
XPOHUYECKHX 3a00JI€BaHUM, CBI3aHHBIE CO CHI)KEHHEM UMMYHMTETA M3-3a JEeHUKOLUTONEHUHU (B OC-
HOBHOM HEUTPOQUIIBI).

Cpenu BO3MOXKHBIX aHOMaJIMI BCTpEeUYaroTCs MOPOKU pa3BUTHUS CKenera (TUIOo- U arjlacThy-
HOCTh OOJIBIIOTO Majblla, KOCTEH MNpenruieybs, Oelep U MO3BOHKOB), HU3KOPOCIOCTb, «IITHYbE
JIMIIO0»; KOXKU (TISITHA THIA «KO(e C MOJIOKOMY, YYaCTKU TMIIO- TUIIEPIUTMEHTAllNN); cepaua (Bpox-
JICHHbIE ITOPOKH, AHOMAJINU Pa3BUTHSI AOPThl U COHHBIX apTepuii); MOYEIIOJIOBOM CUCTEMBI U MOYEK
(nucrnnasus, sxronun); LIHC (Mukpouedanus, 3aiep:kka yMCTBEHHOT'O Pa3BUTHSI); TOPOKH PA3BUTHS
ymeit u rna3; XKKT (arpesun).

A® c 00Jb1I0H BEPOSITHOCTHIO CIIOCOOHA MPUBECTH K PA3BUTHIO OCTPOTO MUETIOUTHOTO JIEH-
ko3a (OMJI), muenoaucmnactuyeckomy curapomy (MIC), comumubim omyxoisiM. Hanmenbimit
PHUCK y manueHToB B Bo3pacte 10 20 et — nopsaka 20%, nanee yBeIM4YUBAETCs, OCTUras MHUKa B
BO3pacte 45 et — 75%.

Juarnoctuka. 3anofo3puTh AUArHO3 MOXHO B pe3yibTaTe (PU3HKAIbHOIO OOCIIEeNOBaHMS,
cOopa aHaMHe3a, 00IIEero aHalnru3a KPOBH U MYHKIIUH KpacHOro KoctHoro Mo3ra (KMM), Ho nns no-
CTOBEPHOM MMOCTAHOBKH JMAarHO3a UCIOJb3YIOTCSI METO/IbI JTa0OPaTOPHOM AMArHOCTHKH, TaKUE Kak
TECT Ha JIOMKOCTh XPOMOCOM, CEKBeHHpoBaHue 1o Canrepy, meroq MLPA, BEICOKOIIPOU3BOIUTEb-
HOE CEKBEHHPOBAHUE.

Jleuenune. Annorennas tpancruiantanuss KKM Ha ceropHsmHui 1€Hb SBISETCS OCHOBHBIM
MeroaoM jedeHuss AP. OgHako 3TOT METO/ He MPEAOTBPALIAET Pa3BUTHE ONYXOJIEHW B IPYTHX Opra-
Hax. Kak BcriomoratenbHble METO/IbI JICUEHUS JJIs YIyUIIEHUs! KPOBETBOPEHHS UCIOIB3YIOT aHAPO-
reHbl, TpaHc(y3noHHYI0 Tepanuto. HoBbM ciioBoM B nieueHun A®D sBrisieTcs reHHas Tepanus — 3T
UCIOJIb30BaHUE PETPOBUPYCOB U JICHTUBUPYCOB JJIs IEPEHOCA TeHETHUECKOM HH(pOpMAIIUH.

Takum obpazom, AD sBIsSETCS HACIEICTBEHHBIM 3a00JI€BaHUEM, TP KOTOPOM MPOUCXOAUT
KOMITpOMETaIusl reHoB, ydacTByoomux B pernapauuu JIHK, B pe3ynbTate 4ero KjieTka HE MOMKET
aJIeKBaTHO BOCCTAHOBUTbH CBOIO FT€HETUYECKYIO HH(POPMALIMIO ¥ BOSHUKAIOT TAaKUE KIMHUYECKHE ITPO-
ABJICHUS, KaK HEJJOCTaTOYHOCTh KOCTHOI'O MO3ra, BPOXKACHHBIC NOPOKU Pa3BUTHA W IOBBIIICHHAS
IIPEIPACIIONOKEHHOCTD K PAKY, YTO 3HAYUTEIBHO YBEIIMYUBAET CMEPTHOCTD ATUX NAIL[UCHTOB.
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