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Llenb aTon 6poLutopbl — NpeaocTaBUTb NOAPOOHY MHGOpMaL Mo 06
ayTOCOMHO-peLLeCCUBHbIX (AP) reHeTu4Yeckunx 3aboneBaHUAX, CBA3aHHbIX C
3a4€epP>KKOM B pasBUTUM U TPyAHOCTAMM B 06ydeHmn. Ha carite Unique B TOM
yuncne ecTb KpaTkoe pyKoBOACTBO 06 ayTOCOMHO-PELLECCMBHOM TUMNE
HacnegoBaHuUs.

YT06bI NyyLLIE NOHWUMATbL XapaKkTep ayTOCOMHO-PELLECCUBHbIX 3ab60/1eBaHNIM, Ba>KHO
nmeTb 6a30Boe NpeacraBneHme o xpomocoMax, AHK, renax n 6enkax.

Yrto Takoe reHbl n AHK?

leHbl NpeacTaBnAT cOO0N MHCTPYKLUUU, KOTOPbIE

Heo6xo4VMbl OpraHn3My A4 BbIMOMHEHUA Pa3HbIX

dYHKUMIN, HAaNpPUMep 418 KOHTPONA pocTa, pa3BUTmA U
XU3HeaeATeNnbHOCTM opraHmaMa. Becero y uenoseka [HK
HacumTbiBaeTcsa okono 23 000 reHoB. [Npu 3TOM KaXkabi U3 \
HUX UrpaeT KOHKPETHYIO POJib B pa3HbIX YacTAX Tena u Ha

pasHbIX 3Tanax pasBuTuA. .
leHbl NpeacTaBnAoT cobor HebonbLUME yH4acTKU MOEKY bl

OHK. AHK n, cnepoBatenb-HO, reHbl MOXKHO OnmMcaTb Kak B
nocnegoBaTenbHOCTb «ByKB» HO, B OT/IMYKME OT andasuTa,

3Ta NocnefoBaTe/IbHOCTb (M/IX KOA) COCTOUT TONbKO U3 YeTbipex 6yka (I, A, T u LL).
CTtporo roBopsa, nocnenoBaTenibHOCTb (MK «Lenb») AHK cTpontca na cTpykTypHbIX
3N1EeMEHTOB (HYKNeOoTUAOB), KaXabl U3 KOTOPbIX BKAtOUaeT B ceba o4HO 13 YeTbipex
ocHoBaHu: A (ageHuH), T (TuMuH), T (ryaHuH) nnum U (umtosuH). OHK npeactasnaet
co60l aBe CKpyYeHHble Lenu (4BOVHY Cnuparnb) Kak BUAHO Ha N306pa>keHnn BbiLLe.
Oee uenu OHK 3akpyynBatoTca opyr BOKPYr Apyra v COegMHAKTCA C MOMOLLbIO
XMMUYECKNX CBA3EN MeXKay NapaMn OCHOBaHMN: afeHNH COeMHAETCA TOMbKO C
TUMWUHOM, N'YaHWH — TOJIbKO C LUUTO3MHOM

MNocnepoBatensHocTn [JHK HEBEPOATHO ANMHHbIE, B HUX XpaHUTCA BCA MHOpMaLMsa O
TbiCAYaX reHOB, COCTaBNAIOLLMX YENOBEYECKMN FEHOM (COBOKYMHOCTb BCEX FrEHOB
opraHuama). TeM He MeHee Takue Lenu A0/MKHbl YMECTUTbCA B MUKPOCKOMNYECKUX
KNeTkax, U3 KOTOpbIX COCTOUT opraHn3Mm yenoseka. lNMoatomy uenu JHK nnotHo
«yrnakoBaHbl» B cleLumanbHble CTPYKTYPbl —XPOMOCOMBI.

OCHOBaHuA

XpoMocoMbl

B 60nbLUMHCTBE K/TIETOK OpraHn3Ma coaepxxmrtcs 46 XpoMocoM (To ecTb 23 napbl).
OpHako, cnepmMaTo3omabl U ANLEKNETKUM HECYT TO/IbKO MO OAHOM KOMUM KaXKA0W napbl
XpoMocoM. Bo BpeMsa onnoaoTBOpeHMA NPOUCXOAUT CAIMAHME Nap XPOMOCOM U
o6pasyeTca NOMHbIN XPOMOCOMHbIN Habop N3 46 XPOMOCOM.

CyuiecTByeT 22 XpOMOCOMbI, KOTOPble Ha3bIBaOTCA ayToCOMaMm, OHN HyMepytoTcA OT 1
[0 22 cornacHo ux gnmvHe (xpomocoMma 1 — camas gnmHHana). XpoMocombl 23-1 napbl (X
1Y) Ha3bIBaOTCA NOMIOBLIMY — OHW onpeaensaT bnonorndeckuni non pebexHka. Y
MY>KUMH 23-A napa CoOCTOUT N3 X-XPOMOCOMbI 1 Y-xpoMocoMbl (XY), a y XXeHLMH — 13
OBYX X-XpOoMOcOoM (XX).



Ecnun noarotoBuTtb KNETKN 0co6bIM 06pa30oM, TO XPOMOCOMblI MOXXHO OKPacUTb U
paccMoTpeTb Nod MUKPOCKOMOM (CM. n3obpakeHne Huxe).
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XpoMocoMHble napbl 1—22,
nonosble XxpoMocoMbl X n Y
(y My>kK4mnH)

PasMep XPOMOCOM U KOTNYECTBO reHOB B KaXX40M N3 HUX BapbUpyrOTCA. Mx MmoxxeT
6bITb, K&K MEHbLLIE COTHU, TaK M HECKO/IbKO ThiCAY.

Yto0 Takoe MOHOreHHble 3a6onesaHna?

MoHoreHHoe 3aboneBaHMe BO3HMKAET NPY U3MeHeHUM nocnegosaTtenbHocTy JHK
OAHOro reHa (To ecTb MPOUCXOANT 3aMeHa O4HOM0 NN HECKObKNUX OCHOBaHN —
ryaHvHa, ageHuHa, TUMUHa Ui LMTO3MHa), YTO MPUBOANT K HapPYLLEHUIO
®YHKLUMOHMpPOBaHWA reHa. Takoe M3MeHeHWe B NOCNeA0BaTEIbHOCTU FrEHOB Ha3blBaeTCA
BapmaHToM. Ecnny yenoseka B pe3ynbrate M3MeHeHua nocnegoBatenbHocTn JHK
pa3oBbeTcA 60n1e3Hb, TakoM BapmMaHT 0603Ha4aroT NaToreHHbIM, YTO 3HAaYUT «BbI3blBa-
oW 3abonesaHne». B otaenbHbix cnyyasnx 6biBaeT TPYAHO YCTAHOBUTD, Bbi3bIBAET /N
n3yyaeMblli BapuaHT CMMNTOMbI 3aboneBaHua. B Taknx cnyvasax oo Tex nop, Noka He
6yanyT cobpaHbl 4ONONHUTENbHbIE AaHHbIE O BO3MOXKHbIX MPOABNEHNAX BapuaHTa, OH
MMEHYyeTCA «BapuaHTOM HEM3BECTHOTO 3HaYeHuA» (MHoraa o6o3Hauvaetcs kak VUS).

Yro Takoe ayTOCOMHO-peuecCuUBHbIE 3aboneBaHnAa?

XpoMocoMbl 1-22 n3BeCTHbI Kak ayTocoMbl. Ecnu MoHoreHHoe 3abonesaHuve
Ha3blBaeTCA ayTOCOMHbIM, 3TO O3Ha4aeT, UTO reH, Bbi3BaBLLMM 3aboneBaHue,
HaxoAuTcA Ha OAHOM N3 3TX XpoMocoM. Ecnu xxe 3abonesaHne knaccnoumumpyercs
KaK ayTOCOMHO-PELLECCUBHOE, 3TO O3HAYaEeT, YTo 414 NOABNEHMA CUMITOMOB U
npun3Hakos 601e3HU JOMKHbI 6bITb U3MeHEHbI 06e Konuu reHa. Ecnm nameHeHa TonbKo
oflHa KOMuA reHa, YenoBek C TakMM BapMaHTOM Ha3biBaeTCA HOCUTENeM BapuaHTa, OH
He UMeeT CMMNTOMOB 3aboneBaHuA.

XpomMocoMbl X 1 Y He ABNALOTCA ayTOCOMaMM 1 MO3TOMY C ayTOCOMHO-PeL,EeCCUBHbBIMU
3aboneBaHMAMN He CBA3AHbI.



Kak Bo3HUKalOT MOHOreHHble BapVIaHTbI?

BapwuaHTtbl B AHK nmetotca y kaxkaoro yenoseka. OHM NOABAAKOTCA Ha CaMbIX PaHHUX
cTagunax npu GopMmMpoBaHNM HOBBIX KNETOK B pe3ybTaTe CrlydarHbiX owmnboK npm
KOMMpPOBaHUM XpoMOCcOoM. MoacumTaHo, YTo Y KaXkaoro Yenoeeka ectb okoso 3-4
MUNInoHoB BapuaHToB JHK, HakonneHHbIX B npouecce aBontoumn. BonbLWMHCTBO 13
HUX HE BINAIOT UIN MOYTU HE BNNAKOT HA OPraHM3M (Takrue BapuaHTbl Ha3biBatoT
nobpokayecTBeHHbIMK). BapmnaHTbl, KOTOpblE NepeaaroTca OT poauTenei, Ha3blBatoTcs
yHacnenoBaHHbIMU. Bbllo Takxke NoACUMTAHO, UTO Y Kaxkaoro pebeHka BO3HMKaeT
NPUMEPHO 75 HOBbIX BapMaHTOB, HE YHAC/1e40BaHHbIX OT poaAuTENEen, — 3TU BapuaHThbI
HasblBatoTcs de novo.

| yHacneAOBaHHble BapuaHTbI

[eHeTMYeckmMe BapuaHTbl MOTyT BbITb YHacnenoBaHbl OT pogmTenei, Kak UMeroLLMX
reHeTnyeckoe 3abonesaHune, Tak 1 6€3 Hero. [pn ayTOCOMHO-PELLECCUBHbIX
3aboneBaHMAX MO 04HOM U3BMEHEHHOW KoMK reHa nepeaaeTca pebeHKy oT KaXkaoro n3
poauTenen. Takasa cUTyauma Yallle BCTpeYaeTca B TeX CEMbAX, B KOTOPbIX poauTenu
6rnonornyeckn poacTBEHHbI, UIN B U30IMPOBAHHbIX MONYNAUMAX, FAe CyLLEeCTBYET
«addeKT ocHoBaTeNA» N NAaTOreHHbIN BapnaHT UMeeTCAa Yy MHOMUX TI0AEN 3ToN
nonynauun. Poamntenmn, KOTopble MMET ayTOCOMHO-PELLECCUBHbIN MaTOreHHbIN
BapWaHT B O4HOM KOMWU reHa, Ha3blBatoTCA HOCUTENAMM BapmaHTa. Y Hocutenen
06bIUHO HET HMKAKMX CUMNTOMOB UKW NPU3HAKOB 601e3HU, U, KaK NPaBUI0, OHU He
3HaloT 0 HaIM4YNKM Yy HUX NaToreHHbIX BapuaHToB. B KpalHe peakux cnyyasaxy 0O4HOro 13
poauTenen MoxeT 6bITb BbIAB/IEH MO3anLM3M (CM. CTP. 6) X BTOPOM BapMaHT MOXKET
cny4amHo noasuTbCA y pebeHka (de novo).

® BapwuaHTbl de novo

BapwnaHTbl de novo Bo3HUKatoT y pebeHka cnyyanHbiM 06pa3oM BNepBbie, HUY 04HOT0
M3 poauTener COOTBETCTBYHOLLMX BAPUAHTOB HET. OTO NOATBEPIXKAAETCA C MOMOLLbIO
aHanunsa [HK no o6pasuam KpoBu pogutenei. BapmaHTbl de novo BO3HMKAOT Kak B
crnepmartosoungax, Tak U B AnLeKneTkax, y kaxxgoro pebeHka nx 4octaTouHO MHOTO, HO
60/1bLLUMHCTBO N3 HUX fOBpoKayuecTBEHHbIE (HE OKa3biBAOT HUKAKOrO BANAHMA Ha
3[0,0pPOBbE), MOCKONbKY OHM HE N3MEHAOT PYHKLMIO reHa.

| KOMnayH.CI, rerepo3nroTHOCTb

Hanuune natoreHHbIXx BapnaHTOB B KOMMNayHA reTepo3MroTHOM COCTOAHUM O3HaYaer,
UTOo Yy YenoBeka Nopa>keHbl 06e KoNMn onpeaesneHHOro reHa, Ho uccneayemole
reHeTUYecKune BapmaHTbl NPeACcTaB/eHbl Pa3HbIMU NOTOMKaMU.

Konwnun ogHoro reHa MoryT 6bITb NOBpEXAeHbl NO-Pa3HOMY, HanpuMep, pasHble 3aMeHbl
6ykB B nocnepoBartenbHble koga HK nccnegyemoro reHa, nub6o nonHas uam 4actuyHas
noTeps BTOPOW KOMUK FreHa 13-3a geneunm, aynimkaumm unm cTpyKkTypHon
XPOMOCOMHOW NEPECTPONKMN.

CnyuJaertca, 4YTo Aetn HacneaytoT o6e Konum O4HOro U TOro XXe reHa oT 0 4HOro
poautens. Torga pebeHok nonyyaet o6e KonmMu Leno XpoMoCOMbl UK YacTH
XPOMOCOMbI OT O4HOTFO POAMTENA U HM OAHOM KOMUM OT APYroro. OTo sIB/IEHNE U3BECTHO
Kak ogHopoauTenbckas gucomusa (UPD). Unique npepocTtaBnseT KpaTtkme cnpaBoOYHUKN
no UPD, geneunam n MUKpoaeneumam, aynimkaumam n MUKpoaynamkaumnam.



CyLuecTByeT MHOIo Pa3/InuHbIX BUO,0B MyTaLUiA

leHbl, KogMpyrowme 6enkum

Ha cerogHawHni geHb (2022 roa) 601bLLUMHCTBO FEHOB, KOTOPbIE BbI3bIBAKOT
MOHOreHHble 60/1€3HM 1 CBA3aAHbI C 3a4eP>XXKKON Pa3BUTUS U TPYAHOCTAMU B 06yUeHUN,
KOANPYIOT 6enkn. MeHbl COCTOAT U3 ANTMHHOM nocnegoBaTenbHocTm 6ykB A, I, T u L.
MHCTpyKumMAa ¢ 3TOM NocrieaoBaTelbHOCTU CHUTbIBAETCSH, YTO MPUBOAUT K
dopMupoBaHMIO Apyroi nocnenoBaTesibHOCTU 6YKB — aMUHOKUCIOTHOM
nocnegoBaTenbHOCTU. 3 aMUHOKMCNIOTHOM NOCNenoBaTe/IbHOCTH, B CBOIO O4epenb,
cdopMupyetca 6enok. AMMHOKMCNOTbI N3rnbatoTca U CBOpauMBatoTCa B
dYHKUMOHanNbHble TPEXMepPHble 6enKkn, KOTOPbIE BbINO/THAT B HaLLIEM OpraHnU3Me
MHOXECTBO C/TIOXKHbIX 3a4au.

MHdopmaumsa B reHax 3aumndpoBaHa Cc NOMOLLBIO TPUMNNETHON CUCTEMBI, KOTOpPas
onpenenseTt, Kakme Tpu 6yKBbl HEOBX0AMMbI 4719 CO34aHMA aMUMHOKUCNOTLI. HanpuMmep,
nocnegoBaTenbHocTb 6ykB LITA KogMpyeT aMMHOKMCAOTY NOA Ha3BaHMEM NENLMH, B TO
BpeMsA Kak nocnegosatenibHOCTb LILLA kogmpyeT aMMHOKNCNOTY NPOUH. Jlerko
3aMeTUTb, Kak 04HO HE3HaAUUTE/TbHOE M3MEHEHMEe B NOC/1e0BaTelbHOCTU OCHOBaHUI
OHK MoxxeT nomMeHATb aMUHOKNCNOTY B 6enke. MNockonbKy 6enku ABNAKOTCA OYeHb
CNOXHbIMU CTPYKTYpPaMU, Aa>ke Manenme U3MEHEHMA MOTYT CEPbE3HO NOBNNATb Ha UX
dopMy 1 dyHKUMIO.

[aToreHHbIN BapmnaHT B reHe, KogupyroLwmn 6en1oK, MOXKET NPUBECTU K OCTaHOBKE
CcuHTe3a 6erka, K 06pa3oBaHUIO yCEeYEHHOW CTPYKTYpPbl 6e1Ka NN M3MEHEHMIO €ro
CTPYKTYpbl B NpoLiecce cuHTe3a. [1pn ayTOCOMHO-peLLeCCUBHbIX 3ab0/1eBaHMAX He
CYLLLECTBYET NOMHOCTbLIO pabouelr konuu reHa nnu 6enka, KOTopbIi MOT 6bl KOMMEHCK-
poBaTb YTEPAHHYIO UM N3MEHEHHYO0 QYHKLMIO, MOCKO/bKY NopaXkeHbl 06e Konum reHa.
m BapwuaHTtbl ¢ notepen ¢pyHkuum (loss of function, LOF)

MaToreHHble BapuaHTbl, KOTOPblE NPENATCTBYHOT 06pa3oBaHUo GYHKLMOHANBHOMO
6enka, Ha3biBalOTCA BapnaHTamum ¢ notepen pyHkumm (LOF).

® BapwuaHTbl, NnpuBogALLME K UBMEHEeHUI0 GYHKL MU 6enka

[aToreHHble BapuaHTbl, KOTOPbIE MPUBOAAT K USMEHEHUIO GYHKLMM Befika 3acTaBNsAOT
reH Nnpomn3BoanTb 6en10K, KOTOPbI GYHKLMOHUPYET, HO HE Tak, Kak oXkmnaanock. Takue
6enKkn MoryT BecTu ceba No-pasHOMY M BbI3bIBaTb Pa3/iNuHble CUMMNTOMbI B
3aBUCMMOCTU OT TOT0, Kak M3MeHMNach Ux GyHKLUMA.

[MaToreHHble BapMaHTbl B reHax MOryT No-pa3HoMy BANATb Ha 6esok.
MwucceHc-BapuaHT Bbl3bIBAET USMEHEHME OAHOM N3 BYKB FrEHETUYECKOTrOo KoAa, YTo
NPUBOAMUT K BKIKOUYEHUIO APYFOM aMUHOKNCNOThI B CTPYKTYPY 6enka. [JobaBneHne
HenpaBUNbHOM aMUHOKMCOTbl MOXET MOBUATb Ha GYHKLIMIO NoyyeHHoro 6enka.
Ecnun cpaBHUTbL reHbl C IMCbMEHHBIMU MHCTPYKLMAMUK, TO pa3Huua byaet npuMepHo
Takas »e, Kak Mexxay ppaszaMun «0CTaBb CBOM C/ed» U «OCTaBb CBOM Miea».
HoHceHc-BapuaHT NpMBOAMUT K MOSIB/IEHUIO «TOYKM» B TEHETUYECKOM KoAe, nocne
KOTOPOM aMUHOKMCNOTbI 6onblLUe He A406aBNAKOTCA B @aMUHOKUCIOTHYHO
rnocnenoBartesibHOCTb. OTO O3HAYaET, YTO NPOM3BEAEHHbIV 6enok byaeT kopoye, YeM
[OMKEH BbITh, N €ro GYHKUNA UBMEHUTCH UK ByaeT yTpayeHa. ITOT NPOoLEeCC MOXKHO
CPaBHWUTb C MHCTPYKLMEN, NpepBaHHON Ha cepeaunHe, Kak ecriv 6bl BMECTO «OCTaBb
CBOW cnef» Mbl HAaNUcanu «0CTaBb CBOM».



BapuaHT co coBUIroM paMKu CUUTbIBAHUA Bbl3bIBAET «CABUIM» B FeHETUYECKOM Koze,
UTO NPMBOAMUT K HEMPABUNbHOMY CUUTbIBAHMIO MHbOPMaLMK, U 6enok cuHTe3npyeTcA
He TakK, KaK go/mkeH. 9To NnpoMcxoauT, korga B nocnegosatenbHoct JHK Tepsietca unu
nobaenaetca ogHo 1 6onee ocHoBaHWe. Koa yTpaunBaeT CUHXPOHU3aLMIO, U ANA
dopmumpoBaHus 6enka oTbMpatroTca HernoaxoaALMe aMMHOKMCNOTLI. B pe3ynbtaTe
nonyyeHHbIN 6e10K MoXXeT GYHKLMOHUPOBATb MHaYe UNu He GYyHKLMOHNPOBAaTb BOBCE.
Mo aHanorumn, yépae 13 ¢ppasbl «0CTaBb CBOW cried» BYKBY «C», Mbl MO/TYYMM «OCTaBb
BOWIC neg»...

OpuHakoBoe reHeTUUYeckoe 3aboneBaHue Y Pa3HbIX noaen MoXkeT

npoAB/ATLCA NO-pPa3HOMY

Bpaun v yueHble Ha3blBatOT 3T0 BapnabenbHOM 9KCNPECCUBHOCTbIO U HEMOMHOMN
NeHeTpaHTHOCTbIO. Y Ntoaen ¢ OAMHAKOBbLIM MAaTOreHHbIM reHeTUYeCKUM BapuaHToOM
CMMNTOMbI MOTYT 6bITb pa3Hble. DTOMY eCTb MHOIO 06 bACHeHWUI. CBOKO posb 34eChb
MUrpaet COXHbIN M pa3Hoo6pa3HbIv reHeTuYecknit GoH YenoBseka. HekoTopble
BapmaHTbl MOryT 06nagaTb BaprabenbHOM 3KCMPECCUBHOCTbIO, TO €CTb BbIPa>eHHOCTb
CVIMMTOMOB Y NtoAel C 0 ANHaKOBbIM MaTOreHHbIM BapMaHTOM MOXET pasninyarbesa. B
TOM YMC/ie BO3MOXHA CHUKEHHAA UM HerMosiHaa NeHeTpaHTHOCTb, 3TO 03HAYaeT, YTo
He y BCex /1to4en C 0ANHaKOBbIM NaToreHHbIM BapuaHToM ByaeT BeCb CMEKTp
cumnToMoB 3abonesaHua. Y Unique onyb6nnkoBaHo otaenbHoe nocobue no
BapuabenbHOM 9KCNPECCUBHOCTU M HEMOMHOW NEHETPAHTHOCTU.

Mo3zanuusm

CnoBo «M03anLmn3M» UCMNOb3YETCA B rEHETUKE A1 ONUCAHMSA C/lyYaeB, Korga He Bce
K/TETKM B OpraHmM3Me yenoBeka HecyT B cebe naToreHHble reHeETUYECKME BapuaHThI.
CyLecTByeT ABa OCHOBHbIX TWMa MO3auLM3Ma — OHW ONUCaHbl HUXE.

m 3apopgbilieBbi (roHagHbIA) MO3aULLU3M

FOHOUWTBI — 3MBpUMOHanbHbIE KNETKN, N3 KOTOPbIX 06pasyroTca cnepMaTo3ounabl v
anueknetkn. KpaHe peako MOXKHO CTONKHYTbCA C CUTyaunen, korga npu aHanmse HK
KPOBU Y pOAUTENEN HE BbIABAETCA FrEHETUUECKUIA BapMaHT, 0BHapPY>KEHHbIN Y UX
pebeHKa, HO Ha CaMOM fefne Yy HUX eCTb HECKO/bKO ANLEKNETOK UM CMepMaTo30Ma0B,
KOTOpPblE HECYT AaHHbIA reHETUYECKNI BapuaHT. Takoe ABNEHME Ha3blBAETCS
M03anLM3MOM K1ETOK 3apOAbILLEBON NUHUU, UAW FOHAAHBIM MO3auLNM3MOM. ITO
3HaUUT, YTO Y poauTenern MoxXeT poanTbea 6o/bLle oaHOro pebeHka ¢ TeM xe
reHeTUYEeCKNUM BapMaHTOM, Aaxke EC/IN UX aHaNM3 KPOBU HE BbIABWUI, UTO OHU ABNAOTCA
HOCUTENAMM STOrO reHeTUYECKOro BapmaHTa. YpesBblYanHo peako 6biBaeT Tak, Ytoy
neten obHapy>knBaroTca MU3MEHEHUA B OAHOW Konum reHa (nmbo yHacnenoBaHHbIE,
nnbéo de novo), a B 4pyrov KoNnu ecTb BapuaHT, KOTOPbIN HaceayeTcs U3-3a
Mo3aunum3ma K/1eToK 3apoablLLieBo NMHMKU. [NpoBepuUTb BCe KeTku, dopMumpyroLmne
ANLLEKNIETKM U criepMaTo30uMabl y poauTenei, Hefb3A, MOCKO/bKY 3TO NpMBEo 6bl K UX
6ecnnogmto, NO3TOMY BEPOATHOCTb HATMUMA MO3anLM3Ma KETOK 3apoablLLEBON
NIMHUN OLLEHNBAETCH B TEX CIy4asnX, KOraa reHeTMUYeCKUii BapuaHT, NpeanonoXKnTesnbHo,
BO3HWKaeT de novo.

m CoMaTnuyeckun Mo3auLn3M

ComMaTtunyeckme KNeTkm — 370 K/1ETKM, N3 KOTOPbIX COCTOUT Ye0BEUYECKMI OPraHn3M.
ComMaTtmyeckmini Mo3anLumnam ana onpegeneHHoro BapmaHTa reHa o3HayaeT, YTo B Kakmnx-
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TO K/IETKax OpraHn3ma aToT BapuaHT NPUCYTCTBYET, a B KAKUX-TO — HET, MOCKO/bKY OH
noABWCA BO BPeMs BHYTPUYTPOBHOIo pasButuA Nioaa, a He BHYTPU ANLEKIETKU UK
cnepmaTtosounga. CoMatuueckumii Mo3anumMaM npm ayToCOMHO-PELLECCUBHbIX
3a60/1eBaHNAX BO3MOXKEH, HO OH AMArHOCTMPYETCA PEAKO. DTO OCMIOXKHAETCA TEM, YTO
BbIIBUTb BCE NOPaXkeHHbIe KNETKN B OPraHn3Me YesioBeka A0BOMbHO TpyAHo. Ecnv B
ceMbe ecTb NoA403peHMEe Ha Takoe 3abonieBaHNe, TO BpaY-reHeTUK UAn KOHCYNbTaHT Nno
reHeTUYeCcK1M BONpocaM MOXET pacckasaTb Npo Hero 6onee noapo6Ho.

Mo>keT v MyTauma NOBTOPUTLCA NpU crneayoLlen 6epeMeHHOCTU?
BepOFITHOCTb po>XaeHuAa eLle ogHoro pe6eHKa C peakmM ayToCOMHO-peLeCCUBHbIM
3aboneBaHMEM 3aBUCUT OT FEHETUYECKOTO Koga pO,EI,VITeI'IeVI. Ecnn oba pooutena
ABNAKOTCA HOCUTENAMU NATOreHHOro BapnaHTa B O4HOM reHe, To pUCK Ppo>XXaeHnA
pebeHka c 3aboneBaHneM cocTaBuUT 25% (04MH N3 YeTbIpex), ABOE AETEN OKaXKyTCA
300PO0BbIMN HOCUTENAMMU, KaK N X poanTenun, ognH pe6eHOK He yHacnenyet
naTtoreHHble BapunaHThl. Bo BpemMAa Ka)K,EI,OVI GepeMeHHOCTVI BEPOATHOCTb PO>XXAEHNA
pe6eHKa c 3aboneBaHmneM oaAnHaKoBaA U coCcTaBnAaer 25%. BpaH-FEHeTVIK %
KOHCYNbTaHT NO reHeTu4ecknM BonpocamM MoXKeT AaTb 6onee KOHKpPETHbIE
peKOMeHaaLUNM 4N1A KaXK 40 CEMbU.
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naToreHHoro PELIeCCUBHbBIM
BapuaHTa 3aboneBaHneM
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Mo>KHO U 3TO BbINEUUTbL?

MocneacTBMA ayTOCOMHO-peLecCcMBHbIX 3a601eBaHU pa3nmMyaroTca y pa3Hbix Ntogen 1
3aBUCAT OT TOrO, Kakow reH 6bl1 U3MEHeH, a Talkoke OT TOro, Kak MUMEHHO OH 6bin
M3MEHEH M Koraa npounsoLuno nameHeHue. MNMporpecc B 061acTn reHeTUKM No3BONSET
BbISIBNSATb HOBbIE MEHbl, NATOreHHbIE BapMaHTbl B KOTOPbIX BbI3bIBAKOT T€ UMW UHbIE
cuMnToMbl 3aboneBaHuA, HO HaWTK nekapcTBo oT 3aboneBaHua ABnaeTca 6onee
TPYAHOM 3aga4ei. XOTA Ha AaHHbIN MOMEHT Mbl HE MOXKEM NepenucaTh Hall
reHeTU4YeCcKkMn Ko, nevYeHne KOHKPETHbIX CUMNTOMOB, U3MeHeHWe AMeTbl M o6pasa
>KM3HW MOTYT MOMOYb Kak oMy pebeHKy MakcMManbHO peann3oBaTb CBOM NoTeHUman.



Nudopmauma n nopgaeprkka

\ lpynna noapep>kku ans poputeneu aeteu ¢ peakumm
XPOMOCOMHbIMU OTK/IOHEHUAMM
The Stables, Station Road West, Oxted, Surrey RH8 9EE, UK
Ten.: +44(0)1883 723356

U ° 0 info@rarechromo.org | www.rarechromo.org

Understanding Chromosome & Gene Disorders

MpucoepunHanTeck k coobuecTBy Unique, UtTo6bl NONYYUTb AONONHUTENBHYIO
nHdpopmMauuio, NoAAepPIKKY U KOHTaKTHbIE AaHHble ceMel ¢ aHaNnorM4Hon npo6nemomn
Unique — ato 6naroTBopuTtenbHasa HerocyaapCTBeHHaA opraHmM3aumna, CyLlecTByoLLan
WNCKIHOUNTENBHO 3a CHET MOXEPTBOBAHWN U rpaHToB. ECiny Bac ecTb Takad BO3MOXHOCTb,
nokanywmcTta, caenante NoXKepTBoBaHME Ha HalleM opuLmManbHOM canTe:

http://www.rarechromo.org/donate  Balua nomMoLub faeT HaM BO3MOXHOCTb MOMOYb Bam!

lpynna noaAepXKkn AnA poanTenen Aetei ¢ Homep B peecTpe 61aroTBOpUTENbHBIX
peaknMMmn XpoOMOCOMHbIMU OTK/TOHEHNAMU opraHM?’aumﬁ 1110661
3aperncTpmpoBaHo B peecTpe KoOMNaHum Homep B peectpe koMnaHnn5460413

AHrnnu v Yanbca
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