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CBOWCTBO KIIETOK U OpraHM3MoB nepeaasaTb CBOM aHaTOMO-
dusnonornyeckne npusHaknm (OCODEHHOCTM) MOTOMKaMm
Ha3blBalOT HacnNeACTBEHHOCTLHO.

I'Iepeu,aqa ocyulecTtBiideTc4Ad C TMNOMOLLUBbKO TEeHOB-
MaTepunarbHbIX eanHnL Haclle4CTBEHHOCTMN.

[eHbl yyacTkn mornekynbl JHK. OHM COCTOAT M3 KOOQOHOB.
Kaxkgbln KOOOH npeactaBnsaeTr cobon rpynny n3 3 HyKnuaoB
N, crnenoBaTeribHO, ABMAETCA HYKMNEOTUAHbIM  TPUMMETOM.
Kakgbin  KOOOH KOOMPYET WHJQopMauMio O CTPYKType
aMUHOKUCIIOTbI U  MECTOMOSIOXKEHUN €ee B OernkoBou
MOsieKkyne.

[eHbl cobupatoTca B Onokn, a nocnegnune B OHKHMTH,
KOTopble 06pa3yoT xpomocomy. ObLiee YMCrno XpoOMOCOM Y
YyerioBeka B coMaTuyeckoun KreTtke 46 (23 napbl), B rameTte
23. Xpomocombl C 1-u no 22-10 napy HasbiBaloT
ayTocomMamu, a 23-4 napa rnosioBbIMM.




PYHKUUN TEHOB

[eHbl YCIOBHO Noapas3aensatoTcs no Buay ux pyHKunm
Ha LIMCTPOHbI (CTPYKTYPHbIE reHbl), onepaTopbl U PerynsaTopbi.

LIMCTPOH-3TO reH, XpaHAaLwwmnm nHopmManmio o0 CTPYKType 6erkoBon
MONEKYnbI.

l'eH - onepaTtop ynpaBnsieT akTUBHOCTbIO HECKOSbKNX FEHOB. LIMCTPOHOB U
pacnonaraeTcs HenocpeacTBeHHO Bo3ne HMX. Komnnekc na reHa-oneparopa
N rpynnbl CTPYKTYPHLIX rEHOB, UM yNpaBrseMblx, obpasyeT 0 nep o H.

eH —perynaTop perynupyeTt akTUBHOCTb ONeEpPOHa C NOMOLLbIO
cneunanbHOro BeLLEeCcTBa penpeccopa.

Penpeccop, BO3oenCcTBYH Ha reH-oneparop, MHIMounpyeT ero 1 bnarogaps
9TOMY CHWXKAET aKTUBHOCTb CBSA3aHHbIX C HUM LINCTPOHOB.

[lo cTeneHn akTUBHOCTU reHbl AENATCA HAa AOMUHAHTHbIE U peuecCnBHbIE.

OJOMWHaAHTHbIE reHbl NPOABJTAKOT CBOKO aKTUBHOCTbL B Nnape C nobbIM
APYrMM reHom. PeueccuBHbI€ reHbl NnpoABNAKT €€ TOJIbKO B NOEHTUYHON

(Tomo3uroTHoOM nape).




COBOKYMHOCTb BCEX EHOB,
cliegoBaTernbHO, U TEHETUYECKUX
NPpuU3HaKoB, Ha3blBalOT FEHOTUMOM.
COBOKYMNHOCTb MPOSIBUBLLMNXCA
NPU3HaKOB OpraHn3mMa B pesynkraTte
B3aMMOOENCTBUA reHOTUMNA C
OKpYy>KaloLlen cpengon HasbiBaloT
cbeHOTUNOM

\
\
\




HacneactBeHHbIe U BPOXXAEHHbIe
OOJe3HM:

HacneaocrBeHHas Oone3Hb- 3TO HapyweHue
Xu3HedessmeribHocmu opaaHu3ma. OHM K nepegaeTcs oT
poauTenen notoMkam (He nepegarTcs MNOTOMKaM Tak

Ha3blBaeMble netanbHble, cybneTanbHble n
rmrnoreHnTanbHble  HacneacTBeHHble  6bonesHu). He
nepenaroTcs nepevyncrieHHble HacneacTBEHHbIe

naTtonorMn ot poauTeneun.

C HacneactBeHHbIMM OOMne3HaAMU CxXOAHbl MO
KIMUMHNYECKNM NPOSIBAEHUSM BPOXXAEHHbIE NN
NpMobpeTEHHbIE B paHHEM OETCKOM Bo3pacTe 0onesHu
deHoKoNnn, OTNUYUTENBHLIN  NPU3HAK BPOXOEHHbIX
bonesHen nosiBeHne NX K MOMEHTY BPOXAEHUS.




[Tpnmepa HacnegCcTBEHHbIX OONE3HEN U
doeHoKOMUU ABNAKTCA criegytoLme:

[[apronnunam xapaktepusyertcs
HaKonmeHNeM N30bITOYHbLIX KONTMYECTB
raHrnMo3naoB B TKAHAX OpraHoB. Y
DOSIbHbIX OTMEYaETCHA KaprmMKoBbIA POCT,
bonbLlas ypoanmeaga rofiosa, Hanu4ne
KaTapakThbl, ryxoTa, Kudoas.
HacnenosaHne peueccmMBHoOe, ayTOCOMHO
NN cuenneHHoe ¢ X — XpOMOCOMOW.




'MnoTnpeos. Hacrneanyercs Kak ayTOCOMHbIN
pPeLIECCUBHBLIN NMPU3HAaK, BCTpPeYaeTcs Kak dpeHoKkonug
B panoHax, rae nuTbeBasa Boaa begHa noaom.

PaHHAA rnyxoTa. Hacneayerca Kak peLeCcCuBHbIN
NN JOMUHAHTHBIN NMPU3HaK, BCTPEYaeTCcHa Kak
doeHoKONUA Yy AETEN, POXKOEHHbIX XXEHLLMHAMMU,
nepebornesLnMn BoBpeMSt bepeMeHHOCTH
KpacHYXOMW.

KaTtapakTra. Hacrnenyerca kak 4OMUHAHTHbLIN
ayTOCOMHbIV NPU3HAaK, BCTpeYaeTcs, TakK XXe Kak
doeHokonus, y oeTen, poXXaeHHbIX XXeHLWNnHamu,
KOTOpbLIE BO BpeMsA DepeMeHHOCTU 0bnyvanucb nnu
bonenun KpacHyxomn.




METOObl ONPEOENEHUA
HACINEOCTBEHHOWU NPUPOObI
BONE3HEW

KnuHuko-reHeanormyeckum mertona
3aKno4aeTcsa B CocTaBneHun
POAOCIIOBHOM 3annUcKu ¢ nocnegyroLwmm
aHann3om nposBneHnsa npuaHaka,
XapaKTepHOro ans KOHKPETHOW Ha
cnegcTBeHHON OOSIE3HN Ha MPOTSKEHUU
BO3MOXXHO DOnbLLUEro Yncra nokoseHUn
POACTBEHHWKOB MaLMEHTA.




METOObl ONPEOENEHUA
HACINEACTBEHHOU NPUPOObI
BONE3HEW

Bnn3HeLoOBbLIU MEeTOA COCTOUT B
conocTaBneHNN BHYTPU NapHOW
KOHKOPAAHTHOCTH (MOEHTUYHOCTWN) OO4HO- U
OBYAULEBbLIX BrIM3HELOB, XXUBYLLNX B
pa3sHbIX U B OQMHAKOBLIX YCNOBUSAX, MO
aHann3npyemMomy naTosiorm4eckomy
NPU3HaKy.

B cpegHem Ha kaxable 100 ogHonnNogHbIX
POOOB NPUXOAATCSA OOHM ONM3HELIOBLIE
(MHOronnoAgHbIe); NP 3TOM OAHOANLIEBLIE
Ornn3HeUbl POXAAITCS peEXE, YEM
OBysunueBble, NpuMepHo B 3-4 pasa.




METOObl ONPEOENEHUA
HACINEACTBEHHOU NPUPOObI
BONE3HEW

NMonynAauyMoOHHO-CTaTUCTUYECKUU MEeTOoA 3aKr4vaeTcs B
COCTaBJIEHNN POAOCIIOBHbIX cpean 00nbLLOW rpynnbl
HacerneHus, B npeaenax obnacTtu unm Uenon cTpaHsbl, B
nccriegoBaHUM reHeTUYeCcKUxX n3ondaToB. N3onaT aT1o
rpynna nogen, ot 500 YenoBeKk 40 HECKOMbKMX TbICAY,
X1BYLLAA N30SIMPOBAHHO OT BCEro OCTtasibHOro HaceneHus
CTpaHbl. [eHeTU4YeCKn N30NAT XapaKTepusyerTca TeM, YTO
Opakun 3akn4aroTcs TONbKO B €ro npegernax, ¢ BbICOKOW
4aCTOTOW 3HAOraMHbIX OpakoB. OTO BEAET B KOHLE
KOHLIOB K FreHHOU U305dauum OoT ocTanbHOro Hapoaa
CTpaHbl. B pesynbrate npoucxogmt nepegaya
aHOMarlbHbIX PeLEeCCUBHbIX T’EHOB N3 rETEPO3UTOTHLIX B
FOMO3UrOTHbLIE Mapbl, YTO COMNPOBOXAAETCH YBENUYEHUEM
ymncna HacneacTBeHHbIX bornesHen.




METOObl ONPEOENEHUA
HACINEACTBEHHOU NPUPOObI
BONE3HEW

LinToreHeTnyecknn meron COCTouUT B
MUKPOCKOMNNYECKOM MUCCNeNOBaHNN
CTPYKTYpPbI U YMCIia XPOMOCOM KI1ETOK
(NnenkouuTos, anUTenua u ap.).
amMeHeHue CTPYKTypbl 1 Yncna
XPOMOCOM (XPOMOCOMHbIE abeppaLumn)
ABNAeTCcA NpU3HakoM HacneacTBeHHOW
npu poabl 60Me3HNn.




METOObl ONPEOENEHUA
HACINEACTBEHHOU NPUPOObI
BONE3HEW

Bbuoxnmmnyeckum 1 UMMyHONOrM4eCKUn Mmetoabl
3aKn4arTca B uccrnegoBaHnm DMOXMMUYECKNX
NpM3HaKoB, 3aBeOOMO CreUnUYHbIX Ans
onpeaeneHHbIX HacneacTBEHHbIX borne3Hen. Tak,
HanpuMep, Ans ANarHOCTUKU
doeHunnupoBUHorpagHoOu onuMroPpeHnn B Mo4e
onpenenstoT PeHNNUPOBUHOIPaaHYHO KUCIOTY; ANS
OWNarHoCTUKM CEPNOBUAHO-KITETOYHON aHEMUU (S-
remorriobnHosa) nccriegyoT HanMyume B KpoBu S-
remorriobuHa; anga BblABNEHUA UMMYHOOEDULNTHBIX
COCTOSIHUIM ONpeaensatT cogepKaHme pasnnyHbIX
aHTUTEN 1 nonynaunmn NMMQOLNTOB.




NMPUYUNHBbI HACINEOCTBEHHbDbIX
BONE3HEU

[TpUYMHHbIE PAKTOPbLI, Bbi3bIBaOLLNE
HacnegcTBeHHble Done3Hn, Ha3bIBaKOT
MyTareHamu, Tak Kak OHU peanunaytoT
CBO€e JencTBue NocpeacTtsoM MyTauun.




NMPUYNHbI HACNEACTBEHHbIX BOJIE3HEN

MyTareHbI OendaTcda Ha BUabl. MO NMPONCXOXAEHNO Ha 3K30INEHHbIE U
9HOOreHHble,; Nno rpunpoae Ha XMMnyeckmne n q)msmqecme.

K 3K30reHHbIM XUMWUYECKUM MyTareHam OTHOCUTCA psd NecTUUnAoB
(repbuumabl, pyHrMunabl, MHCEKUWABI), MPOMBbILUIIEHHbLIX COEAUHEHUI
dopmanbaerng, auetanbaerug, ypetaH, XnoprpeH, anokcuabl,
O6eH30nn ap.); nuuieBbIxX 4o6aBOK (LUKNamaTbl, apoMaTUdecKmne
yrrneBoaopobl, TapTpasoH), HEKOTOPbIE NIEKapCTBEHHbIE BELLIECTBA
(uuTocTaTUKK - unMKknodgocdamug, mmtomuuuH C, S-doTopypauunn,
aKPUXUH; PTYTHbIE COeaAUHEHNSA, KOPENH, MbILLbLSK N ApP.).

K 9K30reHHbIM (h1M3nMyYeckumM MyTareHam OTHOCATCS BCe BUAbI
NOHM3MPYIOLLIEN paanauun (a, p, Y, PEHTFEHOBCKUE Ny4K, NOTOK
HEWTPOHOB), a TaKkke YrnbTpadMoNeToBbIe NyYMu.

K 9HOOreHHbIM XMMUYECKNUM MyTareHamMm OTHOCSTCHA HEKOTOPbIE
MeTabonuTel, 0bpasyrLmnecs B npolecce obmeHa BeLlecTB (MepPEKNCh
BOAOpPOAA, NMUNUAHLIE Nepeknucn) n ceoboaHble pagukarns -
OKCUreHHble, TMAPOKCUIbHbIE, NMMANAHbIE U Ap.

K 3HOOreHHbIM dnsnyeckum mytareHam OTHOCUTCS 3HOOreHHas
NoHM3npYyoLwas pagnaunsi, obycrnosreHHas HarM4YmMem B coctaBe
TKaHeWn pagnoakTmBHbix anemeHToB: 40K, 14C, pagoHa v ap.




[laToreHe3 HacneacTBEHHbIX
bone3Hen

MyTauua — HayanbHOEe 3BEHO NaTtoreHesa.

[log myTauuen NoHMMaKT N3MEHEHNE
CTPYKTYpPbI reHa, XpOMOCOMbI UM X Ynucna.

MyTaumn noapasgenstoTcs No NPUYNHE
BO3HMKHOBEHWSA Ha CNOHTaHHbIE U
MHOYLUMPOBAHHBIE;

[To «macwTaby» N3aMeHEHUN rEeHETUYECKOIO
MaTepuana genstca Ha reHHble,
XPOMOCOMHbIE, FEHOMHbIE;

[lo MexaHU3My U3MEHEHUSI FEHETUYECKOTO
MaTepuana gensartcs Ha geneuum,
TpaHcnoKkauun , UHBEPCUMW.




HacneacrBeHHbIe O0fie3HU C UBMEHEeHUeM
CTPYKTYPbI 1 YUCIIA XPOMOCOM

Bone3Hb [layHa. BcTpeyaeTca y My>X4YMH U1 y XeHLWwunH. Kak npasusio (B
95 % cny4yaeB), OHa xapakTepusyeTcs Tpucommuen no 21-1n nape
ayTocoM. B yacTtu cnyyaeB (okono4 %) oTMevaeTca TpaHcnokaums
NULLIHEN XPOMOCOMbI B 21-nape B 14-10 unu 22-10. lNpusHakamm
BGonesHn ABNATCA HU3KUW POCT, MHOTAA KapSIMKOBbIN, PE3KO
Bblpa)XXeHHasl yMCTBEHHas oTcTasnocTb (BNOTb 4O namMoTnamMa),
NOSTYOTKPbITLIM POT C TONCTbIM «reorpadonyecknmy ( «M3pe3aHHbIM»)
A3bIKOM, Y3KMe rMasHble LWenu, N10CKoe MU0 C BbICTYNaLWumMn
CKyroBbiMu ayramn. Kpome Toro, Ans 60nbHbIX XapakTepHbl KOXXHas
CKnazka rnornepek BCen nagoHu, NaTHa Ha pagy>kKHon oborioyke,
nNpeapacrnofnoXeHHOCTb K MMMEOenkosy, Kak npasusno, becnnoaue.
OpHako onmncaHbl XXeHWUHbI ¢ 6onesHbto [layHa, poxaBLume OeTen,
YacTb N3 KOTOPbIX Takke cTpaganu bonesHbto [layHa. bonesHb [dayHa
oTmedaeTca y 0,15 % Bcex poxgarowmxcs geteun; 4Yactora ero
NOBbILWAETCH C yBeNMYeHNeM Bo3pacTa pPOoXatoLnX KEeHLNH. Tak,
Hanpumep, cpeau HOBOPOXOEHHbIX, MaTepu KOTOpbIX Obifiv B BO3pacTe
39 nert, yactoTta 6onesnn ayHa B 100 pa3 6onbLue (0,33 %), yem
238%%VIO/H)OBODO>K,D,GHHHX, MaTepu KoTopbix Obinu B Bo3pacTte o 19 net
] 0).




HacneacrBeHHble O0ONie3HU C UBMEeHeHue
CTPYKTYPbI U YNCIIAa XPOMOCOM

Tpucomusa no 22-u nape XpOMOCOM XapaKTepusyeTcs
Pe3Kon DNM30PYKOCTb, CyOHOPMarbHbIM UHTENIIEKTOM,
arpeccuBHOCTbIO U Ap. Tpucomua no 18-u nape
XPOMOCOM MPOSABIAETCA PE3KUM YMCTBEHHbLIM
Hegopas3BUTUEM ,aHOMarbHOW MMOKOCTLIO CYCTaBOB
doanaHr, BbICTynalLwmnm 3aTblfIkom 1 gap. Ona Tpucomumn
no 13-1 nape xapakTepHbl pe3kasa ncnxmyeckas
OTCTanocCTb, Cygoporu, rinyxorta, NoNuaakTUIns, Bonybs
nacTb, 3a84bs ryda u ap. Yacrtorta poxageHunsa geTeun ¢
Tpucommen no 13- nape 0,007 %, a c Tpucommen no 18n
nape - 0,02 %. BbigaBrneHo, 4To YeM KpyrnHEE XpoOMOcCoMa,
Tem Donee 3Ha4YMMble OTKNOHEHUA OT HOPMbl BO3HMKAIOT
Npn UX aHOMarnuax: aHoMmanumn ymcra (MOHO- U TPUCOMUN)
KPYNHbIX XpoMmocoMm 13-1, 1S-1 n 18- nap npmBogsaT K
ypoAacTBam, HECOBMECTUMbIM C XXU3HbIO.




HacneacrBeHHbIe O0fie3HU C U3BMEeHeHUeMm
CTPYKTYPbI U YMCIIAa XPOMOCOM

CuHpgpom LepeweBckoro - TepHepa. BcTpevaeTtcs y XXeHLWmnH
BO3HUKAET MpU CNUAHNN NaTONOrMYECKON XXEHCKOW raMeThil,
NnUweHHoOU X-XpOMOCOMbI, C HOpMasibHOW MY>KCKOW raMeToun,
MmetoLLen X-XxpoMOoCoMY, UK NpU CAMSHUA HOPMarbHOW
KEHCKOW rameTbl, cogepkallien oaHy X-XpomMocomy, ¢
NaTONOrMYECKOMN MY>XCKOU, NMULLIEHHON NOSMOBLIX XPOMOCOM.
Kapunotun y 6onbHbIX ¢ cnuHgpomom LLpeweBckoro TepHepa
Xapaktepumsyetca Hann4mem ogHou X-XpomMoCOMbl BMECTO ABYX;
BCE ayTOCOMbI C 1-11 o 22-onapy 6€e3 OTKNOHEHMA OT HOPMbI.
[TonoBoun xpomaTuH (Tenbue bappa) oTcyTCTBYET. pPosibHbIE
HU3Kopocrble. [1onoBble opraHbl Y HUX HEAOPA3BUTbI, ANYHUKU
rmnonsiasupoBaHbl UNU OTCYTCTBYIOT, NO3TOMY 3TU BONbHLIE HE
OCTaBIAT NOTOMCTBA. XapaKTepHa TakKe KOXXHas CKrnagka Ha
lwee. 3T bonbHble YMCTBEHHO OTCTanble. B pegkux cnyyasax
BMECTO SIMMHUKOB OOHAapPYKMBAKOTCS ANYKU; TOrda MOXHO
npegnonaraTe AONOMHUTENIbHOE Hannune doparmeHTa Y-
XPOMOCOMBbI.




HacneacrBeHHbIe O0fie3HU C U3BMEeHeHUeMm
CTPYKTYPbI U YMCIIAa XPOMOCOM

Cunpgpom KnanHdenTtepa. XpomocomHasa 001€3Hb MY>KUYMH.
Bo3HukaeT npy cnusiHm NaTosiorn4eckoun XXeHCKOUT amMeThl,
copepkallen fBe X-XpoOMOCOMbI, C HOpMarnbHOW MY>KCKOW rameTon
C Y -XpOMOCOMOW Uiin Npu CANAHUA HOPMarbHOW XEHCKOW rameThl,
coaepallen ogHy X-XpoMOCOMY, C NaTosSIorM4eckon My>XKCKOU
rameTtomn ¢ XY -xpomocomamu. [loaTomy KapnoTtun y 60s5IbHbIX C
cuHgpomom KnamHdenTtepa xapakTepmusyeTcs Harmmunem Tpex
NOSI0BbIX XPOMOCOM: ABYX X-XPOMOCOM M O4HON Y-XPOMOCOMBbI.
Bce aytocombl ¢ 1-11 no 22-t0 napy 6€3 OTKNOHEHU OT HOPMbI. Y
OOrMbHbIX MY>X4YMH coaepXnUTCs Tenble bappa (MonoBon XpoMaTuH).
[1na 6onbHbIX XapakTePHbI BbICOKUIM POCT, EBHYXONAHOE
TENoCrnoXeHue, asoocnepmms (OTCYyTCTBUE CepMaTo30UaoB),
becnnogune, ymcTBeHHasi otctanocTtb. OnucaH Tak Ha3biBaeMbIU
CUHOPOM cBepXxknamHdoentepa, B KApMOTUNE KOTOPOro
cogepXanucb Tpn X-XpoMOCOMbI 1 oHa Y-XpoMocoma, ABa Tenbua
Bappa; otmevanucb XXeHonogobHOE TEMNOCOXEHNE U NONOTUS.
Bo3HuKaeT cnHOpoM «cBepXKnanHdenTepa» rnpu CAnsaHUmM OByx
NaToNIOrM4YECKNX raMeT: XXeHCKOM ¢ XX-XpOMOCOMaMN U MY>KCKOU
XY -xpomocomamu.




HacneacrtBeHHble O0ONle3HU C UBMEeHeHUeMm
CTPYKTYPbI U YMCIIAa XPOMOCOM

CuHgpom Tpucomum X. Berpevaetcs
TOJTbKO Y XeHLWWH. B kapnotune nmeetcs
nuwHas X-xpomMmocoma (BMECTO ABYX UX
COAEPXKNTCA TPU, OTCOAAa Ha3BaHUE
Tpucomms X). Bmecto ogHoro TenbLa
Bappa nmeetca gea. Y 605nbHbIX C
TPUCOMMEN X OTMEeYaloTCs rmnonnasng
ANYHUKOB, MaTKK, becnnoave u
YMCTBEHHaga oTcTanoctb. OgHaKo Hepeako
Y XXEHLLWNH C TpUcomMmnen X nepeymcrieHHb
NPOSIBMEHNS OTCYTCTBYIOT.




Knaccudukauuns HacneacTtBeHHbIX
doopm natonoruu

HacnenctBeHHble hopMbl MATOMNOMMU MOXHO pas3aenuTb no
crneayLwmMm npusHakam:

[1o BUAY KIIETOK, B KOTOPbIX BO3HUKAKT MYTaUnUn 1 aHOMarbHbIEe
[EHbl: 2aMemu4YyecKkue U coMamokriemoyHsie (CoMmaTuyecKkume).
[Tpumepbl raMeTHbIX 6onesHen. Npumepamm bonesHen ,
BO3HUKLLMX B pesyrbTaTe COMaTOKIIETOYHbIX MyTaLnH,
ABMAITCA pasnuyHble onyxonu. CoMmaToKneTouHbIe
HacreacTBeHHble BonesHn, Kak NpaBuso, He NepeaarTcs oT
poguTenemn noToMKam.

[10 KNMMHWUYECKUM NPOABNEHUAM: 1Pe0pPacriofnioKeHuUs K
bore3Hsiv (NoBbILLEHHAasAY YBCTBUTENbHOCTb K
aHTUMandapumMHoOMy npenapary npumMaxuHy, HacrnegoBaHue
OOMUWHaHTHOE, cLuenyieHHoe ¢ X-XPOMOCOMOW); cobcmeeHHO
bornesHu; ocobas dpopma bonesHen - ypodcmea. [Npnmepsi:
CUHOAKTUNUSA (CpOCLUMECH NEPENOHKON ManbLibl), NOIMOAKTUINA
(MHOronanocTb), bpaxnaakTunus (KOPOTKOMNanocCThb),
apaxHogakTunus (naykoobpasHble nanbLbl); BCe Hacne
No JOMWHAHTHOMY ayTOCOMHOMY TUNY.




Knaccudukauuns HacneacTtBeHHbIX
doopm natonoruu

[Mo TMNy HacneaoBaHWa U BUOY aHOMAaJIbHOIO reHa:
[loMyHaHTHbIE (aYyTOCOMHbIE UIN CUEMNEHHbIE C X-
XPOMOCOMOMW); peLeccrBHLIE (aYyTOCOMHbIE UITN CLENSIEHHbIE C
X-XPOMOCOMOW); NoSTyAOMUHAHTHBIE.

[1JOMWHAHTHbLIN ayTOCOMHbIN TUM Haclie4oBaHUA
XapakTepuayeTca nposiBrieHMemM 001e3HN Y FOMO3UIOTHbIX U
reTepo3nroTHbIX OpraHM3mMoB. [JoMMHaHTHOE HacregoBaHue,
cuensieHHoe ¢ X-XpoOMOCOMOMW, XapaKkTepm3yeTca BbidBIIEHNEM
BONEe3HN y NUL, MY>XCKOFO M XXEHCKOro rnosa, HO TSXenee
BGonesHb NpoTeKaEeT Y MY>XXYNH.

[Mpn peLeccMBHOM ayTOCOMHOM TUMe HacrneaoBaHus 6onesHb
NpOsIBNSIETCS TONMbKO Y roMo3uroT . [py nonyaoMUHAHTHOM - Y
rOMO- 1 FeTePO3UroT, HO TsXenee y romo3uroT. [Mpu
PELEeCCUBHOM, CLEenIeHHOM ¢ X-XpOMOCOMOW, HacrneaoBaHUm
DonesHb BbISIBMSAETCS, Kak NPaBuUIIo, Y MWL, MY>KCKOro nona.




