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AKTyalibHOCTh. AHeMus:t @ankonn (AD) - peaKoe ayTOCOMHO-PEIIECCUBHOE 3a00JIeBaHUE,
XapakTepu3yiolleecss  HEeCTaOMJIBHOCTbIO  T'€HOMa,  BapuaOeNnbHOM  MEHETPAHTHOCTHIO U
F€HETUYECKOM TeTepOreHHOCThIO, BPOXKJICHHBIMU aHOMAJIUSIMU M TOPOKAMH  Pa3BUTHS,
HapylIeHHMEM TeMOIo33a U BBICOKMM PpHUCKOM pa3BUTUSL OCTporo Jeikosa. KapaunanpHas
KIIMHUYECKasi OCOOCHHOCTb - 3TO TSDKEJAsi MPOTPECCUPYIONIas MaHIIUTONCHUS, a TAK)Ke CKIIOHHOCTh
K oHkoTpaHcopmanuu. K HacTosmemMy MOMEHTYy omnucaHo 6osee 2 Toicsd ciiydaeB AD, omnucan
psl TEHOB, MyTalldd B KOTOPBIX MOTYT NPUBOAUTH K AD WU CXOXKHUM COCTOSAHHSAM. CII0XKHOCTD
JMArHOCTUKU U JallbHEHIIero jeueHus 3a00JeBaHHs COCTOUT B TOM, YTO B HACTOSIIEE BpeMs
M3BECTHO 19 reHoB, CBsI3aHHBIX C pa3BuTHeM AD, U UX CIIEKTp OYSHb BapruadelicH.

Heab: n3yuyeHne MOJNEKYISIPHO-IIUTOTEHETHUECKOTO aCMeKTa M KIMHUYECKHX MPOSBICHUN
anemMuu ®aHKOHU, METObI JTUATHOCTUKH.

Marepuansl u Metoabl. [lns naHHOW paboOThl MPOBOJWICA aHAIM3 MaTepUalioB
OTEYECTBEHHBIX U 3apyOexkHBIX nccienopareneii. Ha ocnoBe mpoekra OHTII «310poBbe )KEHIMHBI
U pebeHKa — OJIaromnonxy4yre cCeMbH U rOCYAApCTBa» U UCCIENOBAHUN POCCUNMCKUX U aMEPUKAHCKHIX
YUEHBIX OBLIM HM3ydeHbl HanboJiee YacTO BCTPEYAEMbIE MYTALMU M TPYIIBl KOMILJIEMEHTALUH,
BBISIBJICHBl HamOoJee uacThle aHOMaluu pa3BuTusa y aered ¢ A®D, METoapl TUATHOCTHKU U
KOMIUIEKCHOTO JICUEHUS.

beulo mpoBeneHo coOcTBeHHOe uccienoBanue Ha 6aze Y3 «PecnyOnmkaHCKMii Hay4dyHO-
MPAKTUYECKUM LEHTP JAETCKONM OHKOJIOIMM, T'€MAaTOJIOTMH U MMMYHOJIOTHMM» C LENbI0 HU3yUYCHHS
ucTopuil OONBHBIX ¢ aHemueil DaHKOHM, MOJBEAECHA CTATUCTHUKA HanbOoyee YacThIX BPOXKIECHHBIX
MTOPOKOB Pa3BUTHSIL.

PesyabTaTsl M ux o0cy:kaenue. OO0OIIEHBI U CHCTEMaTU3UPOBAHBI 3HAHUS 00 aHEMUU
®dankonu. B Hacrosmiee Bpemst uzBecTHO 19 reHoB, cBs3aHHBIX ¢ pazButueM A®D. OauH U3 HUX —
FANCB - naxomuTcs Ha X-XpoMOCOME, OCTalbHble Ha ayrocomax. Kaxkaplii M3 3TUX TeHOB
OTBEYAET 3a CHUHTE3 ONpPEJEICHHOIO MpOTEeWHa, TaK WJIM HMHA4Ye Y4YacTBYIOIIErO B IIpoOIEcce
penaparnuu JIHK. Beisicneno, uro okono 80% Bcex manueHToB ¢ AD umeror nedekr B 1 u3 3-ex
reaioB FANCA, FANCC, FANCG. Myranmun B TeHe sl KOMIUIEMEHTapHOW rpynmbsl FA-A
(FANCA) Bctpeuarotes B 65% Bcex omucaHHbIX ciydaeB AD. [TpoayKThl 3THX T€HOB (GOPMHUPYIOT
o0IIyI0 ceTh YOMKBUTHH-()OCHOPHIMPOBAHNUS, T.€. «CHUTHAIBHBIA TyTh AD» H, KOONIEPHUPYACH C
apyrumu Oenkamu, BoBiekaroTcs: B penaparuio JJHK. Tlpu AD® nHapymaeTcst cmocoOHOCTh KIETKU
WCIIPABIATh OIpeAesieHHbl Thn nospexaeHni: J|HK- monepednsle MeXXpoMaTHIHBIE CIIMBKH,
YTO MPEMSITCTBYIOT paboTe peruiMKauoHHoi BwiIkU. [Ipu anemun DaHKOHM KJIETKA HE CIIOCOOHA
aZIeKBaTHO penapupoBaTh noBpexacHus JTHK, yTo BegeT Kk HaKOMJIEHUIO MOJIOMOK, KOTOPBIE MOTY
MPUBOAUTH K HEJOCTATOYHOCTH KPOBETBOPEHUS, AHOMAJIUSAM PAa3BUTHS U MPEIPACIION0KEHHOCTH K
Pa3BUTHIO OIIyXOJIEH.

Jlist TMarHOCTMKHM JaHHOTO 3a00JIeBaHUs WCMONB3YIOTCS PA3IUYHBIE METOMAbI, TaKUe Kak
LUTOTEHETHYECKOE  MCCIEeOBAaHUE  KJIETOK KOCTHOIO  MO3Ta, METOA  MYJIbTUILIEKCHOU
aMIUTH(DUKAITIK JIMTA3HOCBSI3aHHBIX MPO0 M TeCT ¢ AMAIOKCMOyTaHOM M MUTOMHIMHOM C, 4TO
SIBJIETCS «30JIOTHIM CTaHAAPTOM» CKpUHMHTA AJis BblsiBiIeHUs A®D. CI0XXHOCTb JUIsl IUarHOCTUKU
A® cocTraBiseT SABIEHUE XPOMOCOMHOIO MO3auIM3Ma, T. €. CYHIECTBOBAHMS B OPraHU3ME JIBYX
MONYJISALUN KJIETOK: C HOPMaJIbHBIM KapUOTHIIOM, U ¢ KapuoTunom Ad.

BeiBoabl. B  Hactosmiee Bpems aHemuss @DaHKOHH SBISETCS OOBEKTOM  0OCOOBIX
uccnenoBanuii. Ho ocraeTcss Bompoc T'€HETHMUYECKOTO JIEYEHHS, MOTOMY YTO KOMIUIEKCHOE
CUMIITOMAaTUYECKOE JICUCHUE JIUIIH MPOJIJICBACT KU3Hb, a HE OOpPETCs ¢ MPUUMHON 3a00IeBaHMs.

B xome wuccrnemoBaTenbCckol pabOTHl OBLIO BBIICHEHO, YTO HAWOOJIee YacThle IMOPOKH
MIPOSIBJISIIOTCS. CO CTOPOHBI KOKH, TJ1a3 ¥ OMOPHO-BUTATEIHLHOTO anmnapara.
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