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annapama e Ksiemkax 4yesioeeKka 8 HopmMme
u npu namosio2uu. Mymauyuu
(2eHOMHbIe, XPOMOCOMHbIe, 2eHHbIe).
dakmopbl Mymaz2eHe3a.

CBOWCTBA XXMBOro HAacnNeaCTBEHHOCTbL N UBMEHYMBOCTb
n3y4vyaet Hayka FTeHEeTUKaA.

3aKOHOMEPHOCTWN HacneaoBaHUA NPU3HAKOB Yy pacTeHUm
BnepBble OblNKM ycTaHoBreHbl B 1865 r. .MeHaenem.
B1900 r . . npe ®pus, K.KoppeHc n 3.YHYepmak nepe-

OTKpbINKX 3akoHbl [.MeHaena n 3ToT rog cynTaeTcs
opmumnanbHbIM roAoM POXAEHUSA HAYKU — reHeTuKa.



UcTopuueckme aTanbl N3y4eHUs1 OpraHnsauum u
yHKUMOHNPOBAHUA HacneaACTBEHHOro annapara

1865 1. @.[anbTOH - «<HacnenosaHve TanaHTa U xapakrepay.
1887 . A.BencmaH - «rvnotesa 30poablLLeBon Mnrasmbi».
1888 1. B.Banbaenep — repmun «xpomocoman.

1901 . . ge Ppun3s — cchopmynmposan NONOXKEHUA MyTaLUOHHO
TEOpUU, NPeaSIoXRMUIT TEPMUH «MYyTaLMs».

1902-1907 rr. T.boBepu n Y.CeTTOH — gokasanu, 4To
XPOMOCOMbI — HOCUTENW reHETUYECKOWN NPOorpamMmbi.

1902 r. Y.B3TCOH — BBEN TEPMUHBI «TEHOTUM» U «PEHOTUMY.

1909 . B.AloraHceH - eamHuua HacnegcTBEHHOCTU — reH, a Ux
COBOKYMHOCTb — FEHOTUI.
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HacneacrBeHHOCTMN.

1926 r. X.[I)xx.Mennep — myrareHHoe feicTBme PeHTTEHOBCKUX
nyyen.

1926 1. C.C.YeTBEPUKOB — reHeTMueCcKMe NPoLIecChl B MOMYNALMSAX
1944 r. O.T.0mnBepun — AHK- xummnyeckoe B-BO HACNEACTBEHHOCTMW.
1953 r. [Ixk.YoTcoH,®.Kpuk, M.YnnkmHc—asycnmpansHocts JHK
1956 r. [Ix.Tuno n A.JleBaH — uncno xpomocom y yenoseka - 46.

1961 r. ®.2Kakob n XK.J1.MOoHO - runotesa o nepeHoce
reHeTuyeckon nHgopmaumm ¢ IHK Ha 6enok npu ydactun nPHK.

1989-2001 rr. xx.YoTcoH,d.KonnuHs, K.BeHtep u ap. -

3aBeplLLeHne paboT no NpoekTy «[eHOM YenoBeKka.

2009 r. 3.bnakbepH, K.I'penaep, O.lLocTak — otkpbiTne

MeXaHN3MOa 3alnTbl XPOMOCOM TEJNTOMEPAMUN U TEJNTOMEPAIAMMN.



= HacnepoBaHue — 3TO npouecc nepepaym reHeTn4eckoun nHopmauum
B pAAy NOKOMEHUMN.

= Hacnepyembie npusHakm MoryT ObiTb Ka4eCTBEHHbIMU (MOHOreHHbIMU)
M KONMNYECTBEHHbIMU (nornureHHbiMK). KayecTBEeHHblIE NPU3HAKU
npeacTaBneHbl B nonynsaumn, HeGoNnbLNM YNCIIOM
B3aMMOMUCKITIOYaroLWmX BapuaHTOB. KauyecTBeHHbIe NPU3HaKW
HacneayroTca no 3akoHam MeHgensa (MeHaenupylowmue nNpU3HaKkm).

» KonunyecTBeHHbIe NPU3HaKU npeacTtaBlieHbl B nonynAaumMmmn MHOXeCTBOM
dlibTepHaTUBHbLIX BapUaHTOB.

= B 3aBUCUNMOCTHU oT noKanunsauumum reHa B XpomMmocome n
B3aMMoOenCcTBUSA annenbHbIX reHoB Pa3finyaloT.

= 1. AYyTOCOMHbIM TUN HacrnegoBaHuAa. Pas3nnyaloT [OOMMHAHTHLIN,
peuecCUBHbLIN U KOOOMUHAHTHbLIA ayTOCOMHbIV TUN HacrieAoBaHUA.

= 2.CuenneHHbIM C NONOBbLIMM XpoMocoMamMum (C nonoM) Tun
HacnepgoBaHua. Pasnuuyarwt X-cuenneHHoe (AOMMHaAHTHoe nuboO
peueccuBHOE) HacnengoBaHue M Y-cuensieHHOe HacnegoBaHuUe.
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BTopou 3akoH MeHpensa — 3aKOH pacLienneHus
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" JNNTpeTuin 3akoH NMeHpens —
3aKOH He3aBMCMMOro HacrneanoBaHus

OurnbpuaHoe ckpewmeBanme ropoxa
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HcxodHnsie podumenscxue hopmel OMNuYaKmces no
deym napam annenel: Xenmasn - 3e/eHas OKpacKka

cemaH (A-a); anadkan - mopwurucman opma comMaH
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"
AHanu3upyrujee ckpewimBaHue

s UTOOBLI BLIACHUTBL rEHOTUN rMdpuaa BTOPOro
NOKONEHNS 3a OHO CKpeLumBaHue, Heobxoanmo
NPOn3BECTN BO3BpPAaTHOE (aHanu3unpyrouliee)
CKpelluuBaHmne ¢ 0cobblo, FTOMO3UIOTHOM MO
pPELLECCMBHOMY aniento ny4aemoro reHa. Ecnum
Yy BCEX MOTOMKOB OT 3TOr0 CKpeLlMBaHUSA
NPOSABUTCS JOMUHAHTHbLIN beHoTUN, To 0cobb C
onpeaensemMbiM reHoTUNOM Oblnna roMo3uroTHa
No JOMUHAHTHOMY NPU3HAaKY. Ecnn e nosiBaTcs
OCO0OU Kak ¢ AOMUHAHTHbLIMU, TaK U
peLeCcCUBHLIMU NPpU3HaAKamMu (B NPUMEPHOM
cooTHoweHun 1:1), To n3yyaemasi ocobb Obina
reTepo3nroTHa.




" JE
= B kKapuotune yenoBeka coaepxurtca 44
ayTOCOMbI U 2 NONIOBbIX XPOMOCOMbI — X 1 Y.
XeHcKuun non romorameTteH. PasBuTtue

MY>XCKOro nona onpegensiercsi Hanm4umem X— u
Y-XpPOMOCOM, T. €. MY>XCKOMN NOJ rereporamMmeTeH.

= [IpusHaku, cuenneHHble C NOSIOM — 3TO
NPU3HaKN, KOTOpPble KOAUPYIOTCA reHamum,
HaxoOsaWMMMNCA Ha NOMOBbLIX XPOMOCOMaX.

s [aK Kak X-XxpomMocomMa NpUCyTCTBYET B
KapuoTune KaXgoro 4yerioBeka, To U NpPU3HaKm,
Hacneayemble cuenneHo ¢ X-XpoMOCOMOM,
NPOSAABNAIOTCA Y NpeaAcTaBuTenien ooonx Nosnos.

s Y-CUenneHHbIe reHbI NMPUCYTCTBYIKOT B reHoTune
TOJNIbKO MYX4YYH U NepenaroTcsd n3 noKorfieHnA B
NMOKOJIeHUEe OT OTLa K CbiHY.




AHanunanpysa mexaHn3mMbl cuensieHHoro HacnegosaHusa T. MopraH u
ero coTpyaHuku cpopmynupoBanm nonoxeHUs1 XpOMOCOMHOM
Teopuu.

OCHOBHbI€ NONOXEHUsA XPOMOCOMHOW TEOpPUN:

* reHbl HAXOOATCA B XpOMOCOMaX;

* KaXXAbIWA reH 3aHUMaeT onpeaerieHHOe MeCTO B XPOMOCOME;

* reHbl B XpOMOCOMaXx pacnosioXeHbl B IMHEMHOM NopsiaKe;

* KaXkKgasa XPoOMOCOoMa NpeAcTaBnsAeT co6oM rpynny cuensieHus;

* YUCNo rpynn cuensieHUs paBHO ransiouaHoOMy YUCITYy XPOMOCOM;

* Mexay romosiorM4yHbiIMn XpomMmocomamMum nponcxoauT oOMeH
annesibHbIMU reHamMmu,

* paccTosiHMe MeXxay reHaMmu NpPonopuuoHanbHO % KpoCcCcUHroBepa
MeXay HUMM.

Taknm obpa3om T.MopraH n ero COTpyaHUKN nokKasaru, 4To,
yCTaHOBMB rpynny cuensieHus, MOXXHO NOCTPOUTb reHeTu4yeckue
KapTbl U YKa3aTb NOPAAOK pacnosfioXXeHUs reHoB.

[eHeTMYeCKOW KapTOh XPOMOCOM Ha3bIiBalOT CXeMy B3aMMHOIO
pacnosioXXeHnsi reHoOB, HAXOASALWMNXCA B O4HOM rpynne cuenfeHus.
OnpeneneHune rpynnbl cUensieHUsi ocyLecTBseTCS
rmopuaonorM4yeckuMm MeToaom, T.e. NPU U3yYeHUU pe3ynbLTaToB
CKpeLLMBaHMuS.




1.
2.

B3anmoaencreusa annenbHbIX reHOB

Tunbl QOMUHUPOBAHUA:

lTonHoe AoOMUHUDPOBaHMUe.

HenonHoe nomuHupoBaHue. OTMe4vaeTca B criyyasix,
Korga dpeHoTun retepo3unrot Aa oTrinvyaeTcs ot peHoTumna
romo3urot AA , T.K. retepo3nrotbl Aa xapaktepusyrTcd
NPOMEXYTOYHOW CTEMNEHbLIO NPOSABIEHNA NpU3Haka, T. €.
annenb, oTBeYyaroLwmn 3a doopmMmmpoBaHme HopManbHOro
Npu3Haka, Haxogdcb B ABOVMHOW 03€ Y rOMO3UroThl AA,
NposBNAeTCcAa cuibHee, YeM B OgMHApPHOWU O03e Y
retepo3nrotbl Aa. Bo3amoXXHble Npu 3TOM reHOoTUNbI
pasnnyaloTcs 3KCNPeCCUBHOCTLIO, T. €. CTEMNEHbLIO
BbIpa)X€HHOCTU MNpU3HaKa.

[Tpy cKpelwmBaHUM Takmx rmdopmnaos mexagy coboun Bo
BTOPOM MMOKOMNEHUN HabntogaeTcs pacliensieHme no
doeHoTUNy B COOTHOLWEHUN 1:2:1.
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= KogoMuHunpoBaHue. 3TO TaKOU TN B3auMoAeUCTBUA
annenbHbIX FeHOB, MPU KOTOPOM KaXAablW U3 annerneun
nposaBnseT cBoe aencreue. B pesynbraTte chopmupyertcs
NPOMEXYTOYHbIU BapuaHT Npu3sHaKa, HOBbIU MO
CpaBHEHUIO C BapnaHTamMmun, hopmMupyeMbiMU KaXabIM

annenem no otaenbHoctu. Hanpumep: IV (AB) rpynna
KpPOBM.

» CBepxaoMuHupoBaHue. 3aKNK4YaeTCcAa B TOM, YTO Y
AOMWHAHTHOrO annesns B reTepo3nroTHOM COCTOSIHUM,
UHoOraa otmevyaeTcsa 6ornee CUNbLHOE NPosiBNeHue, YemM B
rOMO3UroTHOM COCTOSIHUM.

» Kaxabin npu3sHaK MOXeT KOHTPONIMPOBaTbLCA He ABYMH,
a Tpemsa n bonee annenamu. Npumepom NoAOOHbLIX
MHOXEeCTBEHHbIX arifeneun ABNsieTcA HacrnegoBaHue
rpynn KpoBu y yenoBeka. Tpu annensa reHa rpynnbl
KpoBu obo3Ha4varoTca oykBamum A, B u O. Annenm An B
ABNAIOTCA AOMUHAHTHbLIMU, a annenb O peueccuBeH. B
pe3ynbrate y YenioBeka MOryT HabnogaTtbcs YeTbipe
pa3nnyHbIie rpynnbl KPOBMW.
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= 'pynnbl KPOBMU - 3TO rEHETUYECKMN HAcneayemble NMPU3Haku,
HE N3MEHSIIOLLIMECHA B TEYEHNE XKNU3HU NPU ECTECTBEHHbIX
ycroBuax. ['pynna KpoBu npeacTtaBnseT cobon

onpeneneHHoe codeTaHne NoBePXHOCTHLIX aHTUIEHOB
apuTpounToB (arrntoTnHoreHoB) cnuctemol ABO.

s PasnnyHble coyeTaHusa aHTUreHOB 1 aHTUTEN obpasytoT 4
rpynnbl KPOBM:

= [pynna 0 (I) - Ha spuTpoumTax OTCYTCTBYIOT rpynnoBbIe
arrniTUHOrEHLI, B Nf1a3aMe NpuUcyTCTBYHOT arrMioTUHUHGI
anbda n beta;

= [pynna A (ll) - sputpoumntbl cogepxaTt TOSIbKO arrfitoTUHOIEH
A, B nnasme npucyTCTBYET arrnioTUHUH DETa;

= [pynna B (lll) - aputpountbl cogepkat TonbKO
arrnTuHoreH B, B nnasme cogepXXuTca arrnioTUHUH anbaga;

= [pynna AB (IV) - Ha apuTpounTax npmucyTCTBYIHOT aHTUIEHbI
A n B, nnasma arrntoTMHUMHOB HE COOEPXKUT.




'pynna KkpoBu

ArrnoTnHoreHbl (B
MeMOpaHax 3puTpoLMnTOB)

ArrnoTUHUHLI (B

nfiasme KpoBu)

1(0)

a, P

Il (A) A B
Il (B) B a
IV (AB) A,B -




BU 4YenoBeKa

cuctembl ABO

BosmoxHEE anneny KEHITHHEI
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" A
= [lepenvBaHue KpoOBMU - 3TO BBEAEHME
onpegeneHHoro Konnmyectsa AOHOPCKOWU KpOBMU B
KPpOBb peuunnmeHTa. Yenosek, garoLwmn KpoBb ONS
nepennBaHns, Ha3blBaeTCcd AOHOPOM, YENOBEK,
NPUHUMaKLWKNN JOHOPCKYH KPOBb, Ha3biBaEeTCH
peumnmMeHToM.

s MexaHusm peakuymmn arrnioTMHaLmMm NeXxmT B OCHOBE
COBMECTMMOCTHW rpynn Kposu: noau ¢ | rpynnoun
ABINAIOTCA YHUMBepcarnbHbIMU AOHOPaMM, a
noau c IV rpynnou ABNAKOTCS
YHUBepcanbHbIMU peunnueHtamu. OgHako B
KINMMHUYECKOWU NpaKkTUKe nepennBaHuUe KpPoBU
OCYLLIeCTBNAETCA TOMNbLKO rpynna B rpynny.







s Hecoemecmumocmb Kpoeu HabntgaeTcs, ecnu
SPUTPOLINTBI OQHON KPOBU HECYT arriioTUHOreHsb! (A
nnn B), a B nnasme Apyrown KpOBU CoAepKaTco
COOTBETCTBYHOLLUME arrnoTUHUHBLI (anbda- nnu
beTta), Npn 3TOM NPOUCXOAUT peakLus
arrnoTuHaumu.

»s [1ogoOHbLIM cnocobom onpenensaT pesyc — akKTop.,

MCMosb3ya NMpu 3TOM CTaHOAPTHYHO CbIBOPOTKY,
cofeprkallyto aHTuTena (arrfioTUHMHBI) K pesyc —
arrniTUHOreHam AOHOPCKMX apuTpoumToB. Ecnu B
Kanne ctaHOapTHOW CbIBOPOTKU, B KOTOPYHO
gobaerieHa Kannga uccnegyemMom Kposu npounsoLuna
arrnioTuHauus, criegosaTtefibHO, JOHOPCKasa KPOBb
Rh —nonoxutenbHa, ecnu arrntoTUMHauUns He
nponsoLuna, To uccrnegyemasa kposb Rh —
oTpuuaTenbHa.



Pe3yc-chakTop 6enok Ha memOpaHe 3pUTPoOLNTOB.
NMpucyrtcrteyeT y 85% nogen - pe3yc-nonoXxutenbHbIX.
OcTtanbHble 15% - pe3yc-oTpuyaTenbHblI.

HacnepoBaHue: R- reH pesyc-pakropa. r - oTCyTCTBUE
pe3yc hakTopa.
Pooutenu pesyc-nonoxurternbHbl (RR, Rr) - pebeHOK

MOXeT ObITb pe3yc-nonoxurtenbHbIM (RR, Rr) nnm
pe3yc-oTpuuaTtenbHbIM (rr).

Pe3yC-KOH(ITUKT MOXET BO3HUKHYTb Npu 6epeMeHHOCTHU
pe3yc-oTpuuaTenbHOU XeHLNHbI pe3yc-
NONOXUTENbHbLIM NI0AOM (pe3yc-dakTop oT oTua). B
KPpOBM MaTepu B Te4eHne 6epeMeHHOCTHU
HaKansMBalTCA aHTUTena NpoTmuB Oenka pesyc,
KOTOpble Yepe3 nraueHTy NPOHUKaAKT B KPOBb Nnoaa u
BbI3bIBAlOT CKNeuBaHune 1 paspyLueHue ero
3PUTPOLNTOB. ATO MOXET NPUBECTU K Pa3BUTUIO
reMonMTUYECKOU XEeNTYXn y nroaa, HapyLweHUo
pa3BUTUA HEPBHOU CUCTEMbI U gaxe rmbenu nnoaa.




B3anmoaencreue HeannenbHbLIX reHOB:

KomMnnemeHTapHbIM Ha3biBaeTCcA B3anMoOenCcTeme,
Npun KOTOPOM OEeNCTBME reHOB U3 0O4HOW Napbl
OOMOSIHAETCA OeNCTBMEM FreHOB 13 OApYron napbl
Takum obpasom, YTO B pesynbraTe MosiBIAeTCS

HOBbIV MPU3HaK.

lfpumep — passutne cnyxa Yy denoseka. [Ons
HOpMaribHOro Ccrnyxa B TreHOTUNe 4erioBeka [OOJTKHbI
NpucyTCTBOBaTb  AOMMHAHTHble  TEHbl W3  pPasHbIX
annenbHbiX nap - D n E. [ed D oTBe4yaeT 3a HopMarbHoOe
pas3BuTMe ynutkn, a reH E — 3a HopmarbHOE pa3BuUTUE
CNyX0BOro Hepsa. Y peueccuBHbix romosurot (dd) oyger
HeZlopasBuTa y/iumka, a nNpu reHoTune ee - CriyxoBou HEpPB.

IMrogun ¢ reHotunom DDee,Ddee, ddEE, ddEe - n ddee byayt
[TTYXUMWN.
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s [lonumepus — B3anMOaEenNCcTBME HeamnnenbHbIX
MHO>XECTBEHHbIX r€HOB, OJHO3HAYHO BITUAIOLLNX Ha
pa3BUTUE OOHOMO M TOrO XK€ NPU3HaKa; CTeNeHb
NPOSIBIEHNA NMpu3HaKa 3aBUCUT OT KONUYecTBa
reHoB. Takmm obpa3om HacneayrTca MHOrme
KONMUYECTBEHHbIE U HEKOTOpblEe Ka4eCTBEHHbIE
NMPU3HaKM Yy XMBOTHbIX M YerioBeka: pOCT, Macca
Tena, BennynHa aptepuanbHOro AaBrneHus, LBeT
KOXXU 1 ap.

s CteneHb NposiBeHUs 3TUX MPU3HAKOB 3aBUCUT
OT_KOJIMMECTBA NOMUHAHTHbLIX TEHOB B reHOTUNE
(4em nx Borblue, TEM CUbHEE BblipaXXeH NpU3HaK)
N B 3HAYUTENBLHON Mepe OT BAUAHUSA YCIIOBUM
cpenbl. ['onnmepHble reHbl 0003Ha4arTCS
OOWHaKoBbIMU DyKBamMu, a annenu ogHoro fnokyca
NUMEKT OANHAKOBbIN HUXHUWN NHOEKC.




Y yenoBeka MOXeT HabnoaaTbCcsa NPeapacnonoXeHHOCTb K pas3fNyHbIM
3aboneBaHNsAM: TUNEPTOHUYECKON OONesHn, OXUPEHUD, caxapHOMY
anaderty, wmnsodpeHun u ap. JaHHble npusHakym npy GnaronpuaTHbIX
YyCNoBUAX cpedbl MOMYT W He NposiBUTLCA  unuv _ ObiTb cnabo
Bblpa)>XE€HHbIMX. DTO OTNMYAET MOJIreHHO HacneAyembie NMPU3HaKku
OT MOHOr€HHbIX.

N3mMeHss ycnoBusa cpenbl 1 NpoBoAs NpodunakTndeckne MeponpuaTus,
MOXHO 3HauMUTEeSIbHO CHU3UTb 4acToTy U CTeNneHb BblIPaXXEHHOCTU
HEKOTOPbIX MyNbTUdakTopuasnbHblx 3abonesaHnn. CymmupoBaHue
«003» NONMMMEpPHbIX TreHoB (addumusHoe Odelicmeue) W BNUSAHUE
cpeabl  obecneymBaloT  CyLLEeCTBOBaHME  HENPEpPbLIBHbIX  PALOB
KOJSIN4ECTBEHHbIX N3MeHeHun. [lurmeHTauma KoXm Yy YenoBeka
onpegenserca nNATbD WAWM  WECTb NapamMy MNOSIMMEPHbIX FeHOoB. Y
KOPEHHbIX Xutenen Adpuku npeobriagatroT, JOMUHAHTHbIE annenu, y
npencraBuTerien eBponeonaHon pachkl - peueccmBHble. Mynartbl nMeroT
MNPOMEXYTOUYHYIO MUIMEHTALMIO N ABIIAOTCA reTepo3nrotTamum.




s JNUCTaA3 — B3aMMOOENCTBUE HealnenbHbIX NrEHOB,
Npu KOTOPOM OAMH M3 HUX ModaBnseTcAa OpYyruMm.
[logaBnawWMM reH Ha3biBaeTCad 3MNUCTAaTUYHbLIM,
nogaBnA€eMbI — TMNOCTATUYHbIM.

s Ecnn anuctatnyHbin reH He nmeeT coBCTBEHHOrO
dEeHOTUNNYECKOro NPOSIBNEHUA, TO OH Ha3blBAETCH
MHIIMOMTOPOM N 0D03Ha4YaeTca byksou .

s JNUcTatudeckoe B3aMMoOeNcTBMe HeannenbHbIX
r€eHOB MOXET ObITb JOMUHAHTHbLIM N PELLECCUBHbBIM.




JomMuHaHTHbLIM anucTa3. Npn AOMUHAHTHOM 3nucTase
AeucTBue OOMMHAHTHbLIX FeHOB U3 O4HOM Napbl
noaaBnsieT padboTy Takke AOMUHAHTHbIX FEHOB U3
Apyrouv napbil.

[Tpumep: Y Kyp AOMUHAHTHbLIN reH C aeTepMnHUpyeT
CUHTE3 NUIrMeHTa, a AOMUHAHTHAaA annenb APYroro reHa

| ABNsieTcA ero cynpeccopom, v Kypbl ¢ reHoTunom C-|-
UMeroT Oenoe onepeHue.

PeueccuBHbIM_3anucta3. lNMpu peueccUBHOM 3anucrase
AeuncTteBue AOMMUHAHTHBLIX FeHOB U3 O4HOW napbl
nogaBnsaeTcAa AeUCTBUEM peLeCCUBHbLIX FeHOB U3
Apyrov napbil.

[Mpumep: y yenoBeKa onncaH «dbomodenckum peHoOMeH»
B HacneaoBaHWUM rpynn KpoBu No ABO-CVICTeMe Yy
KEeHLMHbI, nony4YuBLlen oT matepu annens J&,
deHoTUNMYecku onpegensanaco I(O) epynna KpOBVI Mpu
AeTanbHOM uccreaoBaHum ObINoO yCTaHOBJIEHO, YTO
aencteue reHa J® (cuHTes B aputpoumnTtax aHtureHa B)
ObINo NnogaBrieHO peaKUM peuecCUBHbIM FeHOM,
KOTOPbIU B FOMO3UIOTHOM COCTOSIHUM OKa3an
anucTaTuyeckKkoe gencreue.




Mo «3phekTom MONOXXEHUA» NOHMMaIOT
B3auMHoOe BNMAHWE TEHOB pasHblX aneneu,
3aHMMaLWnx brnmnanexalwine NoKycbl B OOHON XPOMOCOME.
OHO nposBnAeTca B U3MeHeHnb mx  pyHKUMOHaNbHOM
aKTUBHOCTMW.

Pesyc-npnHagneXHoCTb 4YeroBeKa onpenensercs Tpems
reHaMmu, pacrnonoXXeHHbIX B OHON XPOMO-COMe Ha Brin3Kom
PaACCTOSIHUN (TECHO cuenneHHbl-MU). Kaxabil U3 HUX UMeET
OOMWHaHTHYIO U peueccusHyro annenn (C,D,E wn c,d,e).
OpraHnambel ¢ Habopom  CDE/cDe 7 CDe/cDE
reHeTU4YEeCKHU NOEHTUYHbI (oOwun BanaHc reHoB
oanHakoBbIn). OgHako y nuu ¢ NepBon KOMOUHaLUMEN FEHOB
obpasyetca mHoro aHtureHa E n mano aHtureHa C, a 'y nuy
CO_BTOpPOW KOMOWMHauuewn annernem — HaobopoT marso
aHtTureHa E n mHoro- C. BepoaTHO, Gnu3koe coceacTtBo
annenn E c¢ annenbto C CcHWXaeT QYHKUNOHASTbHYIO
aKTUBHOCTb NOCNeaHeun.




s Buabl U3MEHYUBOCTMU:

» 1. HacnepgcrBeHHas (reHoTunuyeckas) U3BMEeHYNBOCTb
cBsi3aHa C U3MEeHEeHMeM CaMoro reHeTU4YecKoro
mMaTepuana.

x 2. HeHacneacrteBeHHas (dpeHOTUNMNYeECKaAS,

MmoaudpnkaumoHHas) U3SMEHYNBOCTb — 3TO
CNOCOBHOCTbL OPraHM3MoOB U3MEHATb cBoW cheHOoTUN noA

BIIMAHUEM Pa3JINYHbLIX QQaKTOQOB.

» Hopma peakuuum - ato rpaHnubl heHOTUNMYECKON
U3MEHYUBOCTHU NpU3HaKa, BO3HUKaloLWen noa
aencrtemem pakTopoB BHelwHen cpenbl. Hopma peakuum
Mo O4HOMY MU TOMY e NPU3HaKy y pa3HbiX UHOUBUOOB

pa3nuyHa.




" A
KombunHatmBHaga MaMmeH4YnBOCTb

s CBfI3aHa Cc HOBbIM COYETAHUEM HEN3MEHHbIX FEHOB
poauTenen B reHotumnax notTomMmcTBa. CDaKTOpr
KOMOMHATUBHON U3MEHYUBOCTM.

= 1. He3zaBucumoe n cnyyanHoe pacxoxgeHune
rOMONOrM4HbLIX XpoMoCcoM B aHadhase | menosa.

s 2. KpoccuHrosep.

s 3. Cny4yanHoe co4vyeTaHme rameT npu
ONnNoaoOTBOPEHUMN.

s 4. CniyyanHbin noabop poamnTenbCKNX OPraHM3mMoB.




" A
feHeTUKa nona

= Hwn oanH npmpogHbi PEHOMEH HE NpUBIIEKAET K cebe Takoro BHUMaHUSA u
He COOEePXWUT CTOSIbKO 3arafok, kKak reHeTuka nosa. NMon — aTto BaxHas
doeHoTUNNYECKas xapakTepucTnuka ocodu, BKNoYarLaa COBOKYMHOCTb
MOPMONOrMyecknx, PrUsnonorm4eckmnx, BMOXMMmNMYecKknx, NoBegeHYeCcKkmnx
Np13HaKoB opraHnM3ma, obecnevnBaroLMx BOCNPON3BeaeHEe NOTOMCTBA 1
nepefavy emy HacneacTBeHHOM MHpopmaumm. [prM3Hakm nona npucyLmn
BCEM XWBbIM OpraHn3mMam, gaxxe cambiM MPoCcTenLLInNmM (6akTepmm NMetoT
Npu3HaKku nona).

= [lpM3HakuM nona noapasaensaTcs Ha ABe rPynnbl: NepBUYHbIe (HapyXKHble U
BHYTPEHHME opraHbl pa3MHOXEHUS1) U BTOPUYHbIe (0COOEHHOCTU
TENOCNoXeHns, TeMbp ronoca, pasBuTUe BONIOCAHOIO NoKpoBa u T.4.).

s BaXHbiM gokasaTtenbCTBOM TOro, YTO MoJs1 onpeaensaeTcs HacneacTBEHHbIMU
dakTopamu, aengaerTca Habnogaemoe y 00nbLUMHCTBA BUOOB COOTHOLLEHNE
1:1, 4TO MOXeT ObITb 0DOYyCrioBrieHO 0bpaszoBaHNEM ABYX BUOOB raMeT Y
npeacraBuTenen reteporaMeTHoro nosa v o4Horo Buaa raMeT — y ApYroro
nosia (Kak npu aHannanpyowem cKkpeLumsaHum). Y yernoseka
reteporaMeTHbIM SABMNAETCA MY>XXCKOM non — XY, roMoraMeTHbIM — XXEHCKUN —
XX.Y pasHbix BUOOB OpraHM3MOB MexaHu3M onpeaeneHns nona
peanmayeTtcs no-pasHomy: Knorbl, 6abo4vkn — X0, NTUUbl — XKXEHCKUN — XY,
MY>XCKOoM — XX



" JUNSBNBIeViexann3mMl onpeaeneHus nona

= [lporamHoe — non onpeagenseTcsa 4O ONNogoTBOPEeHUs. XapakTepHo ANs
ocobel, pa3MHOXaloLLMXCA NapTeHOreHeTnYeckn. Tak, y n4yen ocoou
)KEHCKOrO Mnosia pasBMBaOTCA U3 OMnogoTBOPEHHbIX AUMITONOHbIX AN,
MY>XCKOIO — U3 HEOMNNOAOTBOPEHHbIX, ranmnonaHbIX.

= CuHramHoe — non onpenensercss B MOMEHT OMNfiIo40TBOPEHUS. [laHHbIN
TN XapakTepeH ans 60nbWMHCTBA MIIEKoNMTaroWwmx n yenoseka. lon
HacrnegyeTcs Kak 0bblYHbIM MEHOENNPYOLWWIA MPU3HaK (T.€. B
COOTBETCTBUU C 3akOHamMn MeHgens) ¢ BeposaTHoCcTbio 50% ana obounx
Nosos.

=  IJNUramHoe — roJsi onpeaensaeTcs nocne onnogoTBOPEHUS U 3aBUCUT OT
doakTopoB BHelLHen cpeabl. Knaccunyeckum npumMepom annramHoro
onpegeneHus nona sAenseTcs Mopckon YepBb Bonnelia viridis. Camka
KpynHas — aunameTtpom 10-15 cm, nmeet xobotok annHHom o 1 m. Camel
MUKPOCKOMNUYECKNX pa3MepoB, BEAET NapasnTUYecKknin obpas XXnU3Hu Ha
X000TKe caMKn. B ToM cny4dae, ecrnm NnYmMHKa OKaXKeTcsa Ha XO0DOTKe CaMKu,
nod BNUAHNEM rOPMOHOB M3 3UroTbl MOTYT pa3BuBaTbCA camubl. Ho ecnun
NYMHKa dyaeT pasBmBaTbLCA BOAANIM OT CaMKK, TO U3 Hee cpopMUpyeTca
caMka.




= Y HEKOTOpPbIX BUAOB B X04€e OObIYHOrO OHTOreHe3a npu

onpeaeneHHbIX YCnoBUsaX NpoMcxXoanT eCTECTBEHHOE
nepeonpegeneHue nona. B Tuxom okeaHe obutatoT pbibKK
Buaa Labroides dimidiatus (cenbaeBble), XUBYLLUME CTakamMu
N3 MHOXeCcTBa CaMOK U oaHOro camua. Bce camkm nOCTOSAHHO
NpebdbIBalOT B COCTOAHUM CTPecca, UICTOYHUKOM KOTOPOro
saBnsieTca camel,. [lpy 3TOM YpOBEHb HANPAXKEHHOCTU MeXAY
caMKaMW pasnunyaeTcs, Tak, YTO MOXXHO BblAeNUTb anbda,
betTa, ramma-camMmok 1 T.4. B cny4ae rmbenun camua anbda-
camMKka (rnaBHasi caMka) copachIiBaeT HanpsXXeHne u
npeBpallaeTcs B NOSIHOLIEHHOro camua. Takoe
nepeonpeneneHne nona 3aBUCUT OT YPOBHSA B OpraHmsme
FOPMOHOB, BblAENAEeMbIX KIIeTKaMn Haano4Ye4YHNKOB.

Yy YenoBeKa onucaHbl criyvaun nposiBlieHNs X)XEHCKOro
doeHoTMNa npu MyXckom reHoTtune 46, XY. 3T0, T.H. CUHOPOM
Moppuca unu cuHOpoM mecmukyrspHou gpemuHu3ayuu (



IRPEIEPENIIPORKa MoNa B NpoLecce Pa3gUTUA

[Tpouecc nepsmnyHOMN anddepeHLNPOBKU Nosia CBA3aH C
nepnogom ambpuoHarnsHoro pa3sutusi. YopmmpoBaHue
3aKnagok rnosoBbIX Xenes nponcxoaut Ao 4-u Hegenu
9MOpPUOHaNbLHOro pa3BuTUS U obecrnevYnBaeTcs TOMbKO X-
Xpomocomon. [1oaToMy nepBUYHbIE TOHaAbl — MNOSI0BLIE
Xenesbl — bucekcyanbHbl, T.e. COCTOAT N3 04NHAKOBbIX
3a4aTKoOB HE3aBUCUMMO OT rnoJsia dyayLiero opraHm3ma.

OcHoBHasa anddepeHUmpoBKa 3aknagokK B rnosioBble
Xernesbl U NoNoBblE OpraHbl y aMOpMOHa YerioBeka
npouncxoant Ha 4-12 Hepgene aMbpuoHarbHoro passuTtua. Ha
9TOM 3Tane OHa MOSIHOCTbIO 3aBUCUT OT BTOPOM MOSI0OBOU
XPOMOCOMGI: €Clnn 3TO X-XpOMOCOMa, TO pa3BMBaKOTCA
ANYHUKKN, ecnn Y-XpoMOocoMa, TO pa3BMBaOTCA CEMEHHUKN.
CoOTBETCTBEHHO POPMUPYIOTCSH HAPYXKHblE NONOBbLIE
opraHbl. [1pn Hannumn y Yyenoeeka TONbLKO 04HOW X-NONOBOW
Xpomocombl (cuHapom Lepeluesckoro-TepHepa, 45, X0),
roHagbl He auddepeHUMPYOTCH, BMECTO HUX 0Dpa3syeTcs
coeanHUTeNbHaa TKaHb, NOSIOBLIE Xene3bl He
(PYHKLNOHMNPYIOT. 3M6p|/|0Hb| TOJIbKO C Y-MOJSI0BOU
XPOMOCOMOW HEXNIHECTOCOOHBI.



CooTHOLLUeHMe NosioB Yy YerioBeKa

TeopeTnyeckn CooTHoLLEHME NMOonoB Yy YerioBeka AormkHO bbiTb 1:1 (50%:50%), T.K.

BCTpeYa ANLIEKNETKMN CO criepmMaro3onaom, cogepxawmm X unm Y XxpoMmocomy
paBHoBepoATHa. OgHako nNpu obcrnenoBaHMn y YernoBeka yCcTaHoBeHo, 4To Ha 100
XeHcknx rameTt obpasyetcsa 140-160 myxckux. T.0. B 4ENCTBUTENBLHOCTU I
cooTHoweHwne nosioB = 100 xeH. : 140-160 myx.

K momeHTy poxaeHus Ha 100 apeBo4yek npuxoautcsa 103-105 manbymnkos, T.e.
Il cooTHOoweHune nonoB = 100 ge.. : 103-105 man.

K 20-tn rogam Ha 100 geBywwek npuxoautcs 100 roHoLwlen.

lll cooTHOWweHMe nonoB = 100 ges.. : 100 toH.

K 50-tu rogam = 100 xeH. : 85 myx.

K 85 rogam = 100 xeH. : 50 myx.

Oonroxutenn = 100 xeH. : 21 myxX.

OTcroga cnenyet BbiBo4 O 605bLUEN XKU3HECNOCOBHOCTN XXEHCKOro opraHmM3ma.
[MprymHa aToro dpeHoMeHa 40 cux rnop He sicHa. CyLecTBYET MHOXECTBO MMNoTe3 U
npegnonoxxeHun. OQHoM 13 NPUYMH Habngaemon AMCNPoONoOpPLMM MOXET ObITb TO,
YTO Y XXEHCKUX OPraHM3MOB, B OTIINYNE OT MYXXUYMH, reHbl X-XpOMOCOMbI
NPUCYTCTBYIOT B ABOWNHOM 403€, NO3TOMY reTepo3nroTbl N0 MyTaunaM He
NPOSIBNSAOTCS.






Kaaccugukayus mymayuti

MYTAUUU

o, -

r’eHHble

XPOMOCOMHbI€

reHOMHbIE I

 comatuyeckue

reHepaTMBHble




" S
MyTaunmoHHaa N3MeH4YNBOCTb

= MyTtauun : aTO CKaykoobpasHble N3MEeHEeHNS
reHeTM4yecKoro marepuana nog BIUAHMEM (OAKTOPOB
BHELLUHEN WNU BHYTPEHHEW cpeabl.

s [lpouecc obpasoBaHug MyTauum Ha3bIBaETCS
MyTareHe3omMm, a QaKkTopbl, Bbl3blBawOLMe MyTaUUN,—
MmyTareHamu. MyTtareHbl nepBoHayanbHO OEWUCTBYKOT Ha
reHeTN4YeCcKoro marepman ocobu, BcneacTeme 4Yero MoxeTt
N3MEHATCA PEeHOTUNN.

m JOTO MOryT ObITb 3K30MyTareHbl ((akTopbl BHELLUHEW
cpedbl) WM SHOoomyTareHbl (NpPoAyKTbl MeTabonuima
camMoro opraHusma).




"
s MyTareHHble (paKTopbI:

s K dusnyeckum mytareHam OTHOCATCA pas3nunyHble BUAbI
N3Ny4YyeHnn (NPENMyLLECTBEHHO WOHU3UPYIOLLKX), BbICOKas
Temneparypa, YP- nyun, CBY Tokn n gp.

s K XuMmunyeckum MyTareéHHamMm OTHOCATCHA.

a)NIpUpoaHble OpraHN4yeckne U HeopraHuMyeckue BellecTBa (HUTPUTHI,
HUTPaTbI, ankanowuabl, FOPMOHbI, PEPMEHTbI U Ap.)

=  O)NpoayKTbl NPOMBbILWNEHHON MepepaboTKn NPUPOLHLIX COEANHEHUN —
yrns, HedoTu.

m B)leKapCTBEHHbIE rpenapaTbl, KOTOPble MOryT Bbl3BaTb Yy 4erioBeka
BPOXOEHHbIE MNOPOKM pasBUTUA  (MMMYHOCYMNPECCaHThbl, HEeKOTopble
aHTUOMOTUNKK, HAPKOTUYECKME BeELLLeCTBa U ap.).

I XnmMmumyeckume MyTareHbl 0obnagalT 6OOofblon  NPOoHUKaKLWEN
CNOCOOHOCTbIO, BbI3bIBAOT MPEUMYLLECTBEHHO T[EHHblE MyTauunm u
OeNCTBYIOT B nepuog pennukauun HK.

» K Owuonornyeckum MyTareHam OTHOCATCHA BUPYChl, TOKCUHDbI,
refibMUHTbI, NMpocTenine n NpoaykKTbl UX XM3HEOEATEIIbHOCTU



[IppuuHBI U3

MEHEHUU B

HACJICACTBCHHOM allllapdarc 4CJIOBCKA

CTIOHTAHHBIE OIIMOKH
S 6Jm31<0p6011memm1e
perwmkauu [[HK paKPI w
_ 00pa3 Ku3HH
L:)}'T&IB 16 aKTOpL \ Btmnd
Icpyxcal(i et Cpep |
~ WiV TaSaLlmim

a B

BOJIESHU



T L VAUV MU PALM Hac e AcTBeHHOro annapata

CrnoHTaHHble- BO3HUKAIOT Noa BNUSHNEM HEeU3BEeCTHOro

npupogHoro akropa, 4awe BCero Kak pes3ynbraTr
ownookK npu pennukauuu OHK.

MWHOoyumpoBaHHbIe-  MPOUCXOAAT noa  BIIUAHUEM
cneundpunyeckux , MytTareHHbIX, akTopoB (MyTareHoB).
1) Mo ucxony:

NMonoxurenbHbie - noebiwaroujue
JXU3HecrnnocobHocmb  (Hanpumep, nosiesieHuUe  4-x
KamMepHo20 cepduya y JKUBOMHBLIX 6 [pouecce
380J1I0UUU; 803HUKarOmM KpaluHe pedKo).

OTpuuaTenbHble, unu JsiemarsibHble,-

HecoeMecmumMble C XU3HbI (Hanpumep, omcymcmeue
20J/1086HO20 MO32a).

[MonyneTanbHble - cHuUXarouwue Xu3Hecrnocob6Hocmkb
opz2aHu3ma (Hanpumep, 6ose3Hb [JayHa).

HeuTpanbHble - cywecmeeHHO He enusuwue Ha

npoueccsbl JXU3HedesimesibHOCMU (Hanpumep,
8E€CHYWKU).




"
= 2)[Mo nokanusauuu:

= [eHepaTuUBHbIE NN rameTUYeCcKne NPonNCXoaNT B
npouecce obpasoBaHMNA NOMOBbLIX KNETOK (HapyLLIEeHNs
Melno3a) Unn B KNneTkax, U3 KOTopbix 00pa3ytoTcs raMmeThl,
OHM MOTYT nepeaaBaTbCsl MO HACNEACTBY NPW NOSTOBOM
PA3MHOXEHUM.

= ComaTuyeckue nponcxoasaT B COMaTUYECKMX KINEeTKax
opraHmama, oHM MOTyT NnepeaaBaTbCs TONbKO caMoln ocobu
N NpU BEreTaTMBHOM pa3MHoOXeHue (benasa npsab BONnoc,
OMyXOmnwW, pa3HbIl LIBET MMa3 y OAHOIo YernoBeka).

» 3) [Nlo HanpaBneHwuto:
= [pamMble — 6e3 penapaunn nepenaroTcsa No HacneacTsy.

= OOpaTHble- NPUBOAAT K NONMTHOMY BOCCTAHOBMNEHMIO

NCXOOQHOW NocrneaoBaTeribHOCTU HYKITeOTUA0B B MONeEKyne
OHK.
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ComMmaTtunyeckmne mytaumu

® ComaTruueckue MYTAllHH, MyTdllHH, BOSHHKAIOIIIHE B K/IETKAX TeJ/ld H
06YCIIOBJII/IBEII'GJ.H/I€‘ MO3dHYHOCTb OpraHMsmad, T. €. 06p&30BaHI/Ie B HEM
OTAEe/IbHbIX YUACTKOB TeJld, TKaHeH WIH KJIeTOK C OT/IHUHBIM OT
OCTa/IbHbIX HRGOPOM XPOMOCOM HJ/IHA I'€HOB.

Pa3MHOXKeHHW.

-

ComarudecKkne MyTalMi MOTYT IepeiaBaThbCAd IMTOTOMCTBY IIPU BereTaTrUBHOM D




MYTALIN

* EHHbIE

|

g

H3MCHCHHE
THK

* XPOMOCOMHbIE
(XPOMOCOMHbBIE

ABEPPAITHH)

* [EHOMHbIE

.

HI3MeHeHe
CTPYKTYPH
XPOMOCOM

H3MEHCHHE
YHC/Ta

XpoMOCOM
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MyTtanuu
¥
[ eHOMHEIe ['eHHBIE XpOMOCOMHEIE
Y \l L d
MsmeHeHue yucna | | FsmeHeHHe uucna | | BHYTpURpOMOCOM MexEpOoMOCOMHEIE
F€HOMOE OTHENbHBIX HEIE epecTpOrKH
XPOMOCOM
Tpunnounuu Hymuicomuu Henenun Tpa”cnoxKauuu
Opyrie Monocomun VHcepLmy "TTeHTpUYecKoe"
TIOJIUITTIO NI UK CITUIHUE
Tpucomuu Iy TIMUK LU
[Tomicomuu HHBepcun




" JEE——
Bce xpoMocoMHbIe BONE3HN MOXHO

pasgenuTb Ha 2 rpynnbi:

s [ EGHOMHbIE, CBA3aHHbIE C aHOMarnMaMmn Yyncrna
XPOMOCOM,;

O XpOMOCOMHbIe, CBA3aHHbIE CO CTPYKTYPHbIMHA
HapyweHNAMNU XPOMOCOM.

B nepByto rpynny BXoaaT oopMbl NATONOMM,
CBsi3aHHbIE C U3MULLKOM (nonunnounaunn,
TPUCOMUN) NN yTpaTon (MOHOCOMUKN) 4Ymcna
XPOMOCOM.



I'eHOMHBIE 00/7I€3HU Ye/I0BeKa

TpucomMua ABC
IHo/mmcomusn cuaapom I aray (47, [, 13)
ayrocom caHapoM Dasapaca (47, E, 18)
oo/s1e3ub layHa (47, [, 21)
Tpucomun (47, 1, 22)

IHo/tTMmcoMmmusa v
" cuaap oMm KnavmpemmsTepa (47, XXY 48,
HOJ/I0BBIX XXXY 49, XXXXY; 47, XYY 48,XYYY )

XpoMocoM cuHaApoM 47X XX 48, XX XX 49, XXXXX

MoHocomus caHapoM IMlepmiesckoro-TepHepa (45, X O)
X - 1o/10B0H

XPpPOMOCOMbBbI

Puc. 8.4. Knaccugukaips reHOMHBIX 00/1e3Heli ye10OBeKa.



N P
N O YPOBHKO OpraHun3aLuvun HacrieacrBeéHHOoro

annapara:

= [eHOMHble MyTauum obycnoBneHbl U3AMEHEHUeM 4ucna
XPOMOCOM.

s [IpNYUHbBI:

= a)HepacxoXAeHusi XPOMOCOM, Korga ABe WUnu
HECKONIbKO TFOMOJIOTMYHbLIX XPOMOCOM  OCTaloTCH
coeAuHeHHbIMM BMecTe 1 B aHad)a3y oTXoasaT K Oo4HOMY
Nosocy.

= 0O)aHadha3HoOro orcraBaHus, Korga oaHa UMM HECKONbLKO
XpPOMOCOM B npouecce aHapa3HOro ABUXeHUS OTCTaKOT
oT APYyrux, pexe NMPUYNHOU ABnsieTcs
nonunaonan3auus.

« [lonunnouaunsa- aTo KpaTHOE ranfiougHomMy yBenumyeHue
yucrna XxpomMmocom (3H,4H,5H..).ucnosnb3yeTcs B cerieKummn
pacteHUn. Y MMNeKonuTarwwWwMx WU YerioBeka 3TO
netaribHbleé MyTauuM.

= [annongusi- yMeHbLUeHue Yyucna XpoMOCOM Ha NMONHbIN
Habop. Y MnekonuTalwLwmnX U YerioBeka 3To nertanbHble
MyTaLMM.




Mymaquon HdA UusmMeH4YUueocnb

Lleemku kanycmsl

Hunnoudsl, 2n

. . ' I‘ o /'VI

Tempannouabl, 4n

-t

-3 4
Okmonnouodekl, 8n

[ eHoMHbIe Mymayuu. [Mounsoudus.

YacTHbIM clyyaeM reHOMHbIX MyTaLnii
ABNSAETCA nNo/un/ioudus, T. €. KpaTHoe
yBe/INYeHne vnucna XxpomMocoM B KNEeTKax B
pe3ynbTare HapyLUeHUs UX pacxoxaeHus B
MUTO3e NN Meliosze. ComaTudecKne KIeTku
Taknx opraHnusmoB cogepxat 3n, 4n, 8n un 1. n.
XjPOMOCOM B 3aBUCUMOCTHW OT TOro, CKOJ/1bKO
X[pOMOCOM 6bl/10 B raMeTax, 06pasoBaBLLNX
3TOT opraHu3m. Nonunaongusa YyacTto
BCTpeyaeTcsa y 6akrepuii 1 pacTeHUid, HO OYEHb
pPeaKO — Y XXUBOTHbIX.

[MonunnongHbl TP YETBEPTU BCEX
KyNnbTUBUPYEMbIX YENOBEKOM 3n1aKoB. Ecnu
ranaongHblil Ha6op Xxpomocom (n) Ans
MWEHNLbl paBeH 7, TO OCHOBHOW COpT,
pa3BoOAMMbIii B HALLUNX YCITOBUSAX, — MSITKas
nuweHnua — nMeeT no 42 XpomMocomel, T. €. 6n.



3. [eHOMHbIe Mmymayuu — sto myraumm,
00ycnoB/ieHHbIe N3MeHeHUneM Yucia Xpomocom

a'a) Monunsioudusi - 1o kpaTHoe rannoOWAHOMY YBenuYeHUe

Hucna XpomMocom: n - ranongHoe yiacno, 2n - gunaong (Hopma),

3n -Tpuniona, 4n -TaTpanions, 5n — NeHTannousa u T.4.

- Monunnouaua y HYeNTOBeKa npeacraBnsier co6ou neranbuylo

WT&L{MIO Y pacremm nonaunnonabl YXU3HECNOCOOHbI u

o6nagaror MNOBbIWEHHON ypO)KaHHOCTblO (6onee prngle
Tnucn:a cTe6nun, KopHennoAgbl, NNoabl, UBETKN)

Lisemmu Kavrycime
L
X
Runroudu (3) u menpansoudu (8) -
1 Twnsnam 2. Hapwxe 3 Kywpna
3




s leTeponnongusi, wnNMn aHeynNnouAUSA - HekpamHoe

2aryioudHoOMy YyMeHbWeHUe UuJlu yeesiludeHue 4Yucsiia XpoMOCOM
(2n+1, 2n+2, 2n-1 u m.o0.).

« Pa3HoBuMgHOCTM aHeynnounaumu.

= a)TPUCOMUSA - mpu 20MOsI02UYHBLIE XPOMOCOMbLI 8 Kapuomurie,
Hanpumep npu cuHopome LayHa (mpucomusi no 21-u xpomocome);

= O)MOHOCOMMA - e Habope oOHa u3 napbl 20MOJIO2UYHLIX
XpOMOCOM, Harnpumep rnpu cuHdpome Llllepewescko2o-TepHepa
(MmoHocomus X).

= B)HYNIMCOMUA - omcymcmeue napbl XPOMOCOM (femasibHasi
Mymauusi), y Yyesioeeka Heu3eecmHa.

m [@HOMHBbIe MyTauuu Bceraa NpPoABNAOTCSA

thbeHoTUNUYECKHU n rnerko oOHapyXuBaroTCS
LMTOreHeTU4eCKMMU MeToAaMM.




N ’ emeponnougu;ar —Wn3MEHEHNE HNCTIAa

XPOMOCOM, He KpaTHOe rannongHomMmy Habopy.
[Tpn 3TOM HAabOP XPOMOCOM B KITIETKE MOXET ObITb
YBENUYEH Ha OAHY, OBE, TP XPOMOCOMbI (21 + 1;
2n+ 2; 2n+ 3) Unn yMmeHbLUEH Ha OgHY
Xpomocomy (2n-1).

Tpucomusa — yBennyeHme Ymcna oTaernbHbIX

XpomMocoM. [1na yenoBeka onnucaHbl TPUCOMUU MO
8,9, 13, 14,18, 21, 22, X n Y XpomMocomMam.

Tpucomua 13 — cnHgpom [llaray
Tpucomua 18 — cnHgpom BaBapaca.
Tpucomusa 21 — bonesHb [layHa.

Tpucomuna X — cuHgpom KnamHdpenbsrepa,
Tpucomun X.

MoHocOMUS — yMeHbLLEHNE YMcra OTAENbHbIX
XpomMocoM. Habrntogaetcsa TonbKo no noroson X-
XpOMOCOMe.



AH3aynnogmua- HeKpaTHOE U3MEeHeHUe Yncna
Xpomocom. bonesHb [layHa -47 Xxpomocom



" JE

s HoBOpOXAeHHbIM ¢ cuHapoMoM [layHa oTnnyaeTtcs
XapaKTePHbIM BHELLHUM BUOOM: OKPYrnbix Yepen co
CKOLLEHHbIM 3aTbINTIKOM, KOCOM pa3pes rnas, LWMPOKUMN NIIOCKUNA
HOC, 10DaBOYHOE BEKO, CBETIO-CEPbIE NATHA HA pagy>XHOW
obonouke, “rotnveckoe” HeOO, ManeHbKne ywu, nosyoTKPbIThIN
POT C BbICYHYTbIM TOSICTbIM S3bIKOM. VIMEIOT LWMpOKME KOpPOoTKNE
KOCTW, NHOrAa UCKPUBMNEHHbIE; MOXET HabnoaaTbCa CUHOaK
Tnnusa. C Bo3pacToM BbIABASAIOTCS OTKITOHEHUS B 3PEHUN,
9HOOKPUHHbIE HaPYLUEHUSA, NATONOMMN KOXHbIX NMOKPOBOB,
HOITen, BONOC, CHMXEHHbIN MblIlLeYHbIM TOHYC. [1po
OOIMKNTENBbHOCTb XXN3HU orpaHuyeHa 30-40 rogamun: ymmnpatrot
BClieCTBME MOPOKOB pPa3BUTUA BHYTPEHHNX OpraHOB U
aekomneHcauum nx doyHkummn. ObnagatoT paHMMON NCUXUKON.
BeyT ManonoaBuXHbIN 0bpa3s XU3HU. OMOLMN OTHOCUTENBHO
coxpaHHbl. CTeneHb HEOOPa3BUTUA UHTENTNEKTA BapbUPYET OT
0edunbHOCTU A0 rmyOboKon nanoTun.



"

= cuHapom MNaray (Tpnucomua no 13 nape
ayTOCOM), XapaKkTepuayoLnnca OTCYyTCTBUEM
Len, pasnnyHbIMN YpoaCcTBaMu Ha nuLe,
HeCrnoCoODOHOCTLIO K BblpabOoTKe YCITOBHbIX
pedsiekcoB 1 CUHOPOM JdAaBapAaca
(Tpncommsa no 18 nape aytocom), Angd
KOTOPOro TUNUYHbIMU NMPU3HakKamMmun ABNAKTCH
KPYMHbIEe pa3Mepbl Yepena v BCryYeHHbIN

XXMBOT. Takne 60onbHble yMUpatoT B paHHEM
NEeTCTBe.




XpPOMOCOMHbIe 60Nne3HMu
(aHOManum aytTocom)

SN O

CuHgpowmaray
(Tpucomua no 13 nape)

CuHapom/ayHa CuHapoM 3aBapaca
(Tpucomma no 21 nape) (Tpucomus ro 18 nape)



" JEE——
Tpucomusa — 13 (cm-l,quM l'IaTay)

-AHOMaNuA Gbina onucaHa K.MNaray 8 -
1960 r.

-Kapuotun 47 (13+)

-YacroTta poxgenuns 1:1450
-XapakTepHbie NPU3HaKu:
*PacwenneHue MArkoro u Teepgoro
HEBa,

*He3apauleHue ryosil,

*HegopasBuTHe WAK OTCYTCTBUE rnas;
*HenpaBuNbHO CCHOPMHUPOBAHHbBIE YLUH;
o[lechopmauus KUCTel K cTon;

*BCTpeyatotcs NoNuAakTuAua u
CHHAAKTHANS;

*MHOro4UCNEHHbIE HapyLWeHUa co
CTOPOHbI BHYTPEHHHUX OpraHos — cepaua,
NoYeK, NUWEeBapUTENbHOH CHCTEMbI;
*[1POAOMKHTENBHOCT b XN3HN MEHbLUE
roga







FeHOMHbIe MyTauumn

L) (U CU) b
i .

Cungpom Jasapaca

Cunpipom Illepernesckoro-TépHepa




" A
AHOManNnu NonoBbLIX XPOMOCOM

m 47, XXX — Tpucommna X Yacrora 1:800, 1:1000. ®deHoTUN
XeHCKNU. HegopasBntne AMYHUKOB B OTAENbHbIX Cly4asax
MOXET NpmMBOAUTb K becnnoguto, Hegopassututo | n i
NONOBbIX NPU3HAKOB. VIHTENNeKT cTpadaeT peako.
[lnarHocTnyecknn npusHak — gBa tenbua bappa B knetkax
ANUTENNS CNN3NCTON LLIEKN.

= CwuHpapombl TeTpa-X, neHTa-X BCTpe4aloTCAa ropasgo pexe.
bonbHble NMET HU3KUK POCT N MHOXKECTBO
ON39MBOPUOreHETUYECKUX CTUIM: aHOManuu yen, npukyca,
‘rotnyeckoe” HEDO, KOPOTKME NCKPUBIIEHHbIE NarbLbl,
HernonHaa cuHgakTunus... MoryTt HabnogaTbCsl NOPOKU
BHYTPEHHUX opraHoB. ['lofioBoe pasButue npm cMHOpPoOMe
XXX MOXeT ObITb B Npeaenax HopMbl, Npu cnHgpome XXXX
N XXXXX MeKT MeCTO APKO BblpaXXeHHble OTKITOHEHUA.
UacToTa HapyLeHNN MHTeNseKTa cpean XXeHLWMmH C
Tpucommnen-X Boille, Yem B 0bLLen nonynsaumu; TetTpa-X v
neHTa-X CMHOPOMbI OTAroLWEeHbl YMCTBEHHOW OTCTaNOCTbIO
rnybokon u cpegHen cTeneHu.



'_
Tpucomuna X

-Kapuotun 47 (XXX)
-YacToTta poxgeHusa 1:1000
-XapakTepHble NpU3HaKu:
*PoxpaeTca AeBoyka;

*50/bLUVHCTBO XEHLLWH
VMEIOT P HEPE3KUX
OTK/IOHEHUI B hU3MYECKOM
pa3BUTUU;

*HapyweHa dpyHKunsA
SNYHWKOB;
*[pexaespeMeHHbI i
KNuMakc







s 47, XXY; 48, XXXY u ap. — cuHppom KnanHdensrepa. Yactorta —
1:400, 1:500. deHOoTUN MY>KCKOW. TeriocrioXXeHue rno XXeHCKOMY Tuny:
y3KWE Mnneudu, Wnpokme degpa, NpenmyLecTBEHHOE OTIIOXKEHME Xupa Ha
begpax n arogmuax. XapaktepeH BbICOKUM POCT. MHTENNEKT CHUXKEH. | 1
|| nonoBble Npu3Hakn Heaopas3BUTLI.

xn 47, XYY — pa3HoBUOHOCTb cuHapoma KnanHdenbrepa, cCMHAPOM
Oxekob6ca. 1:1000 HOBOPOXAEHHbLIX Manb4MKOB. XapakTepPeH BbICOKUN
POCT. TUNNYHBI NCUXOSIOrMYECKNE CBOUCTBA: arpeCCUBHOCTb,
YKECTOKOCTb, HEaaanTUBHOCTb, CKIOHHOCTb K acoumanbHbIM JENCTBUSAM.
Cpeaun ocyXaeHHbIX Kaxabin aBaguaTbin nmeeT kapuoTtun XYY.
PacnpeneneHune |Q caBuHYTO K Oofiee HU3KUM 3Ha4YEHUSIM, NPUMEPHO
NonoBMUHa HOCUTESNEU cTpadaeT onnMrodppeHnen.

s 45, X0 — cungpom LlepeweBckoro-TepHepa OaHa 13 4acTbIX NPUYKUH
(95%) cnoHTaHHbIX abopToB U BblkMablwen. Yactora cuHgpoma 1:2000,
1:3000). deHOTUN XeHCKN. Hegopassnutue SNYHUKOB NMPUBOAMUT K
becnnoguto, HepgopassuTuio | 1 || nonoBbIX Npu3HakoB. NHTennekT
CTpagaet peako. bonbHbIE HU3KOro pocTa. XapakrepHast OCODEHHOCTb —
KpbINOBUAHAas KOXHas cKknagka oT 3aTbifnka K nnedy. [lnarHoctuyeckum
Npu3HaK — OTCYTCTBME Ternew bappa B KneTkax anutenusa crin3ncTomn
lwekn. APPeKTUBHO paHHEE FOPMOHAaribHOE fneYeHne (ropMoHanbHas
KOppeKkums).

= Yalle Bcero BctpeyaroTcsa Mmo3danyHole opMmbl
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X0 — cuHOpom Lllepewiesckozo-TepHepa.

KapuoTtun — 45,X0. ®eHoTun
KEHCKUMW.

YactoTa BCTpeYyaeMocTu
1:2000 - 1:3000.

Aapa coMaTUYECKUX KNETOK He
UMET Tenbua bappa.
MnrageHupsl npu poxkaeHuu
UMEIOT Manbl BEC U POCT.
PocT B3pocnbix 135-145 cMm.
Tun TenocnoXXeHNa My>KCKOW.

PaHo cTaperoT.

Pe3ko BbipaXkeH nonosow
UHGAHTUNU3M, HEe40Pa3BUTLI
AUYHUKW, OTCYTCTBYHOT
BTOPUUHbLIE MOMOBbLIE NPU3HAKMN.
Takue bonbHble BecnnoaHbl.

[py AaHHOM cUHApPOME
WHTENNEKT CTpadaeT peako.

JNeyeHwe: ropMoHOTEPaNUS,
CTUMYNSAUMSA pocTa Tena.






[TOMUMO U3MEHEHUIN B YMCIIE XPOMOCOM, U3BECTHbI U Cliy4Yan U3MEHEHUN B
CTPYKTYpP€E XpOMOCOM, npusoadaLine K yMCTBEHHON HEMOTHOLEHHOCTU.
OpnHvm 13 Hanbonee sIpkMx NPUMEPOB SBMSIETCS CUHAPOM “Kollavybero
KpuKa”, BO3HMKaOLLMN BCNEACTBUE AeneLumn KOpPoTKOro nrieda XpoMmoCcoOMsl
5. TUNnYHbIE Cryyan xapakTepusyTcs Mukpouedannen n ceoeodbpasHbiM
nnuoMm Kpyrron doopmbl. [11a3a y 9aTux 60nbHbIX LUMPOKO pacCTaBlIEHHbIE C
3MMKaHTOM, aHTUMOHIONONOHbLIM Pa3pe3oM, YMEHbLUEHHbBIM Mo400POAKOM.
AT NPMU3HaAKM OTMEYalTCHA B JETCKOM Bo3pacTe. HacTto BcTpevatoTcs
Kocornasune, aHoManumu pagyXkn, atpogpua 3pmTenbLHOro Hepea.
XapakTepHbl 4edOpMUPOBAHHbLIE, HU3KO PacroSiOXeHHble yLLIW, KOpOoTKas
wed, gedopmaunsa kucten. iImeroT MeCTo NOpoKn cepaua, noyvek n gpyrnx
BHYTPEHHNX OpraHoB, HU3KMEe NoKasaTenu pocTa 1 Beca. XapaKkTepHbIn
“KoLadunm Kpuk” HabnogaeTcs B TEHEHUE MepPBbIX HEAENMb XKN3HN,
OOYyCNOBSIEH CY)XXEHMUEM ropTaHn N NOCTENEHHO UCYE3aET.
[MpOaOIMKNTENBHOCTL XU3HN PE3KO HE CHMXKEeHA. YMCTBEHHAsA OTCTanoCTb
npu 9TOM NopaxeHun sceraga rnyodokas. [lnarHo3 MOXET ObITb YCTAHOBIEH
KITMHNYECKN, HO TPebyeTca noaTBepXXaeHne nccnegoBaHneM Kapuoruna.




CUHOPOM KoLlaybero Kpuka

15 60/1bH bIX XapaKTepeH
PS4 OTK/IOHEHUIA OT HOPMBbI:
HapyLlueHue

PyHKUMIA cepaeyHo-
cocyagucTon, nuueBapuTesib
HO CUCTEM,

HegopasBuUTUE roptaHu (C
XapaKTepHbIM KPpUKOM,
HanoMyHatoLWUM KoLlavbe
MsAyKaHbe), obliee
OoTCTaBaHue

pa3BUTUA, yMCTBEHHas
OTCTa/10CTb, JlyHOODOpa3Hoe
MU0 C LLUMPOKO
paccTaB/IeHH bIMW [J1a3aMu.
CuHgpom BcTpevaeTcay 1
HOBOpOXAgeHHOro 13 50000.
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CYHOPOM KOLLAYBEIO KPVKA
(MOHOCOMWISA 5p)

¢ OnuncaH B 1963 T.

¢ KnmHuyeckue npusHaku:
HeoObIYHbIN J1ay,
HaNnoOMNHa WM KoLlaybe
MSAYKaHbE, MUKpoLIedanns,
aHTVMOHFOSIONAHLIV Pa3pes
/a3, yMcTBeHHas
OTCTasIOCTh,
JIYHOHoeOpa3HoEe ANLIo,
SNNKaHT, FTNIEPTEIopN3M,
aHOMann BHYTPEHHNX
OpPLaHOB. YMNPAIoT Yallle Ao
10 sieTHer,o Bo3pacrta.

¢ Tvn HacnegoBaHUA:
MOHOCOMNS S5 P

¢ lonynsLuMoOHHAad yacrtoTa
-1 :45 000




Cunapom
(KOIIAYbEero KpHKa»

dmo 3abonesaHue 66110
omkpsIimo e 1963 200y.
Bo3HuKkaem oHO U3-3a YyacmuyHou
MOHOCOMUU NO KOPOMKOMY nieyy
XpPOMOCOMA! 5, 06ycroeneHHoU
deneyueu. OduH u3 45 000 demeu
poxdaemcs ¢ 3ImuM CUHGPOMOM.




" A

s XPOMOCOMHagda naTtonorna aBndaetcsa oaHUMm mn3
OCHOBHbIX paKTOpOB (pOPMMPOBAHUSA
MHOXXECTBEHHbIX MOPOKOB Pa3BUTUS U
cocTtasnaT 30% oT obLero Ymncna Bcex
NOPOKOB Y HOBOPOXAOEHHbLIX. XPOMOCOMHbLIMU
HapyLleHusMn obycriosneHsl okono 50%
CNOHTaHHbIX abopToB, 7% BCEX
mepTBopoxaeHunn, 10% becnnogusa. Cpegu
HEJOHOLUEHHbIX JeTen XPOMOCOMHAasA NaTonorus
BbIABNAETCA C 4YacTtoTon okorno 3%. Y aeten c
YMCTBEHHOW OTCTANOCTbI U NOPOKaMM pa3BUTUS
aHoManum XpoMOCOM BCTPEYAIOTCHA B CPEAHEM B
15% cnyyaeB. AHOManuMu NosiIoBbIX XPOMOCOM
BCTpeYatoTca Hanboree 4acTto U COCTaBMAOT
0KOJ10 2/3 BCEX XPOMOCOMHbIX HapYyLUEHUN.



s XpomocomMHble myTauumn (abbepaunmn) ooycnoBrneHbl UBMEHEHNeM
CTPYKTYpPbl XPOMOCOM.

s K BHYTPUXPOMOCOMHLIM MyTauUUsIM OTHOCATCS MNEepPecTPONKHU
BHYTPU OOHOW XPOMOCOMBI.

= a) [leneumna (HexBaTKa)- OTCYTCTBUE YacTu XpomMocomMbl. Hanpumep,
aeneuusa y4actka KOpoTKoro nrieva 5-u (5p-) xpomocomsl npuBoguT
K pa3BUTUIO CUHOPOMA «KOLUAYbero Kpuka»

= O)ynnukauua- yaBoeHue y4yacTtka XpOMOCOMbI.
= B)AHBepcusi- OTpPbIB y4acTKa XPOMOCOMbI, NOBOpPOT ero Ha 1800 u

npukpensieHMe K MecTy OTpbiBa, nNpu 3TOM HabGnwaaercs
HapyLleHue NopsaKa pacnosioXXeHUsi reHoB.

x  MeXXpoMoCOMHbIe nepecTpoukm npoucxoaaT Mexay
HEeroMonorM4HbLIMN XpPOMOCOMaMM.
= a) TpaHcnokauus- 3aTo oOmeH cermMeHTamu Mexay

HeroMonormMYHbIMM XpPOMOCOMaMM.
= Pasnuyalot peumnpokHbie TpaHcrokaluu, Korga ABe XPOMOCOMbI

obmeHunBaloTCcs CerMeHTamu;
HepeuurnpokKHbIe, Korga cerMmeHTbl 0QHON XPOMOCOMbI NepPeHOCATCH
Ha apyryto, pobepTCOHOBCKME, KOraa aoBe
aKpoueHTpu4yeckue XpPOMOCOMBI COeaUNHAITCS cBOUMMU

LeHTPOMEepPHbLIMU pauoHaAMM.
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XPOMOCOMHbIE NEPECTPONKU

Adynnukayus - mytauus,
HapyLlawLiasa CTpyKTypy
XPOMOCOM, NpeacTasnaer
cobown yaBoeHue yyacTtka

XPOMOCOMbI, COAEpKaLLEero
eHbl.

NHeepcusi — XpOMOCOMHas
nepecTponka, cBa3aHHasa ¢
NOBOPOTOM OTAENbHbIX
y4acTKOB XpOMOCOMbI Ha 180°

[eneuyus

>
------

i: 4 HQeneyus - XxpoOMOCOMHas
nepecTpouika, npu
KOTOPOW NPOUCXOAUT
notepsa yyacTka
XPOMOCOMBb!

Lynnukayus

ng@ufhared



POV CON I TEPYITEOT
Oruid

s 1. B camom Hayarie yKkasbieaemcs obuwee 4ucrio
XpomocoMm: 46,45,47.

s 2.CocTtaB NnonoBbIX XpOMOCOM: 46.XX -HOpMarbHbIN
XXEHCKUn Kapuotun, 47, XXY -cnHgpom KnanHenesrepa.

s 3.JJobaBo4yHasa aytocoma 00603Ha4YaeTCA COOTBETCTBYIOLLUM
HOMepPOM 1 3Hakom "nmmoc” -47,XY,21+ (Marne4uk c
TPUCOMMEN), yTpaTa LEerion XpOMOCOMbI -"MUHYC".

s 4.KopoTkoe nnevo obosHayaeTca "p", anuHHoe "q"- 46,
XY,5p - oeneuuns KOpoTKoro nneya 5-m XxpomMocombl
(cMHapoMm "Koluaybero Kpuka').

s 5. TpaHcnokaumsi obo3Havaetcsa "t" ¢ pacumdppoBKon B
ckobkax 45,XXt(149+21-) - XXeHLWuHa HocuTenbHULUA
cbanaHcmnpoBaHHbIX TpaHcnokauun 14/21.

= 6. [lpucyrcrtBue bonee yem OQHON KIIETOYHON NUHUN
(Mo3anuunsm) obosHavaeTcst 3HakoMm apodun 45X/46XX
Mo3auk no cuHgpomy LLiepelwiesckoro -TepHepa.



s [eHHble (TOYKOBbIE) MyTaLn CBA3aHHbI C U3ME@HEHUEM CTPYKTYPbl
reHa (monekynbl AHK), MoryT 3aTparnBaTtb Kak CTPYKTYPHbIE reHbl,
Tak U (PyHKUNOHArbHbIE reHbl.

s WM3MeHeHUs CTPVYKTYPbLI FeHOB:

n «COBUr paMKu CYUTbIBaHUA»- BCTaBKa UIU BbiNnageHue napbl Unu
HeCKOJNIbKUX nap Hykneotnaos. Hanpumep, UCXOOHLIN NOPAAOK
HykneotngoB-AlTALUTLUIA.., a nocne BCTaBKU HyKneoTuaa-
AAITALUTLUIA.

= TpaH3MuUUuA- 3aMeHa OCHOBaHUWU: MYPUHOBOro Ha NYpUHOBOE WUIU
NMMPUMUOUNHOBOro Ha nupumMmmanHoBoe, Hanpumep A—T, LU—T; npwm
3TOM U3MEHSIeTCH TOT KOOOH ,B KOTOPOM NpPou3oLUsia TpaH3nLus.

= TpaHcBepcusa- 3ameHa NypuMHOBOro OCHOBaHUSA Ha NTUPUMUAONHOBOE
WM NMPpMMNMANHOBOIo Ha nNypuHoBoe, Hanpumep: A—L, I'—T; npu
3TOM U3MEHSIETCA TOT KOAOH ,B KOTOPOM NnpousoLusia TpaHCBEPCUS.

= MwucceHc myTaumun- nsmMeHeHue CMbICria KOAOHOB U 0b6pa3oBaHUIO
ApPYyrnx 6enKoB U K HOHCEHC-MyTauusM - oOpa3oBaHUIO
«beccmbicneHHbIX» KoaoHoB (YAA, YAT, YIA), He koaupyrowmx
aMWUHOKUCIIOTbI.

» [eHHble MyTaLuK Bceraa NposABNAKTCA PeHOTUNEYECKU U

ABNSAOTCA NPUYNHOMN HapYLIeHUs ooMeHa BeulecTB ( reHHbIX
Oone3Heun) , OHU OOHApPYXKUBAKTCA OUNOXUMUYECKUMU MEeTOLaMMU.




[eHHble MyTauuUn y 4eroBeKa ABIAarTCA nNnpndYnHaMmm MHOIMMxX
HacneaCTBEHHbIX MOHOMEHHbIX 3aboneBaHUN. I'Ip|/| N3yHeHUn OenkoBbIX
MPOAYKTOB MYTAHTHbIX TEHOB BbIOENAIOT OBE rpynnbl MyTaLI,I/II7I.

FlepBaﬂ rpynna ce4d3aHa ¢ Ka4eCtBeHHbIMU USMEHEHUAMMU OenkoBbIX MOJ1EeKYyn, T.e.

Hannynem y 60mnbHbLIX aHOMarbHbIX OenkoB (HanpumMmep, aHoMarsibHble
reMorriobuHbl), YTO OOYCOBIEHO MYTaLUUSMN CTPYKTYPHbIX FeHOB.

Bropas rpynna 3aboneBaHnin xapaktepunayeTcsi KONMYeCTBEHHbIMU N3MEHEHUSIMU

coaepxaHma HopMarbHoro 6ernka B KreTke (NoBbILLEHMNE UM CHUXEHME), YTO
obycrnosreHo, Yaule Bcero, Mytaunsmm oyHKLUMOHaNbHbIX FeHOB, T.€.
CBSi3aHO C HapyLUEHUAMUN perynaunm paboTbl reHoB.

AT HapyLLIEHNSA MOTYT OCYLLECTBIATLCA Ha Pa3fIMYHbIX YPOBHSX:

npeTpaHCKPUMNUMOHHOM (OCyLLI,eCTBJ'IFIeTCFI nyTem yBeJIMHEHNA UTTU
YMEHbLUEHUNA YNCI1a KOMUKU reHa),

TPaCKpPUNLMOHHOM (reHeTudeckne aedekTbl B cnencepax, UHTPOHax,
TpaHCNO30HaXx, PErynaTopHbIX 6enkax MoryT NpuBoAnTb K HAPYLLUEHWUIO
TpaHCKpUnunmn Bcero reHa, obycnosnueatolime nameHeHne obbema cuHTe3a
COOTBETCTBYIOLLErO benka),

npoueccuHra n cnnamcuHra npo-n-PHK (HapyweHna Ha ypoBHe
pa3pyLueHns HeMHdopMaTUBHbLIX ydacTkoB npo-u-PHK n cnnaeneHmns
NHOPMATMBHLIX Y4aCTKOB),

TPaHCNSALUOHHOM (HapyLweHNa Ha ypOBHEe HenocpeCTBEHHOW COOpKM
6enkoBon Morekyrnbl B pubocome) u

NOCTTPAHCNALMOHHOM (HapyLUEHUS Ha ypOBHE 06pa3oBaHNA BTOPUYHOW,
TPETUYHOW N YETBEPTUYHOWN CTPYKTYPbl GENKOBOM MOMNEKYIbI).



N _
N EHOTUINMNYECKN TEHHbIE MYTaLU U NMPOABITAKTCA KakK

HacneacTBeHHble bone3Hn obmeHa BELLECTB -
depmeHTONaTUN. BellecTBa, HakanMBarwLInecs B
pesyrnbrarte OTCYTCTBUA UMW CHMKEHNSI aKTUBHOCTM
depmeHTOB, NMH6O camMn OKa3bIBalOT TOKCUYECKOE AENCTBUE,
nnbo BKIMHOYAKOTCA B LENU BTOPUYHBIX OOMEHHbIX MPOLECCOB,
B pe3ynbTaTte KOTOpbIX 00pa3yloTcs TOKCUYeckne Nnpoayktel. B
HacTosiLLee BPEMS ONMCcCaHO OKOS10 3 TbIC. HACNEACTBEHHbIX
bone3Hen odbmeHa BewlecTB. ObLAa YacToTa reHHbIX
bornesHen B nonynaumax nogen coctaBnset 2-4%.

[eHHble 6ones3Hu Krnaccnunumpyrot no nx eHoOTUNNYEeCKomMy
NPOSABNEHN0: OONe3HN CBA3aHHHbIE C HAPYLLEHNEM

aMUHOKMNCIOTHOrO,

yrreBogHoro,

NUNMAHoro,

MUHeparbHOro obMeHoB

oOMeHa HYKNENHOBBLIX KUCHOT,
HapyLLlEHNA CBEPTbIBAHUSI KPOBMN,
remornobuHonatnu n ap.



" A
- Haunbonee yacTto BcTpevyawowmmMmmucsa 6one3HaAMn, CBA3aHHbIMU C

HapyLweHUueM aMMHOKNCIIOTHOro oomeHa ABMNAKOTCA:
cdeHunkeToHypma n anboMHM3M. B Hopme aMuMHOKKUCIIOTa
doeHmnnanaHuH (PA) c nomoLlbo pepmeHTa
cdeHnnanaHnHrngpoKkcunasbl npespaLlaeTcd B aMUHOKAUCIIOTY -
TUPO3UH, KOTOPLIN B CBOKO o4Yepenb nog Aencrtesnem dpepmeHTa
TUPO3MHa3bl MOXET NpeBpaLllaTbCa B MeNaHuH (NMUrmenT). MNpn
HapyLUEHUN aKTUBHOCTWN 3TUX DEPMEHTOB pa3BMBalOTCS ABa
HacneacTBeEHHbIX 3aboneBaHns Yernoseka: (peHUNKeTOHYypusa u
anbLoOnHU3M.

dPeHunnketoHypusa (PKY) mnarHocTtuka 3abonesaHus
OCYLLECTBNSAETCA BUOXMMNUYECKUMN METOJAMIN: ELLE A0 Pa3BUTUS
KIMTMHNYEeCcKon KapTuHbl Habntogaetcs BbiaeneHne PriBK ¢ moyon, a B
KpOBW onpenensercs BbICOKOe coaepXaHne oeHnnanaHnHa.
[loBONbHO adpPeKTUBHbIM MeTOoAOM fiedeHusa OKY asnsertcd
OVETOoTEpPanuna - CHUXKEHUE codepXaHus B nuLle pebeHka
aMWUHOKMCIOTbI oeHunanaHuHa. [na npenorepatlleHud
HeobpaTUMbIX NOPaXEHMN MO3ra nedeHne HeobxoaMmMo HaunHaTb C
nepBbIX Hederb XN3HU, npoBoauTb A0 7-10 neT n NnoCcTosAHHO cneanTb
3a cogepxaHmem dpeHmnnanaHmHa B Kposu. Mo3r B3pocroro Yyernoseka
YCTOMNYMB K BbICOKMM KOHUeHTpauusam Or1BK.



Hetn ¢ PKY poxaaroTca 6e3 kakmx-nmbo npmnsHakoB 6onesHn. OgHaKo
Ve Ha BTOPOM MecHL e MOXHO 3aMeTUTb HeEKOTopble chnusnyveckne npuUsHaKku:
noceeTneHne BOJoC, paayxXek rnas.

OueTtoTepanusa, Kak eqUHCTBeHHbIN 3hchekTUBHBIN MeToa neveHns PKY
AOMKHa NMPUMEHATBLCA ¢ NepBbiX MecsAUeB XN3HU pebeHKa, Torga nopaxeHue
MoO3ra He pa3soBbeTcA. Heo6xoanm nocTtoaHHbIN MeANLMHCKUN KOHTPOrb 3a
YMCTBE€HHbIM U husnyeckKknum passutmem pebdeHka.

e [eHOKY BcTpe4yaeTcsa B
cpeaHeMm 1-2 Ha 100
YyenoBek, HO Dole3Hb MOXET
BO3HWKHYTb NULLb B TOM
clyJvae, ecnn maTb 1 oTel
ABMAKTCA HOCUTENAMN
3TOro reHa, un pedeHok
yHacneayeT ero B 4,BOMHOM
Habope.

e MeHtoana peten c GKY
COCTaBAeTCcA U3 PPYyKTOB,
KpaxManbHbIX N3gernuu,
XMPOB, CO CTPOrMM y4YeToM
coepXXaHUs B HUX e i i T

1 in 4 chance 1 in 4 chance

CpeHMJ-IaﬂaHMHa 1 in 4 chance 1 in 4 chance

Unaffected Unaffected
"Carrier” "Carrier"
Father Mother




" JE
AnbOMHU3M BCTpeEYaETCH B pasHbIX NONynsuusax ¢
pa3Hou Yactotom - oT 1:5000 go 1:25000. OH
HacnegyeTcs rno ayToCoOMHO-peLeccuBHomMy Tuny. B
OCHOBE 3TOro 3aborieBaHUsA NEXUT MyTauua reHa, rnpu
KOTOPOW HapyLlaeTca akTUBHOCTL (pepMeHTa
TUPO3MHa3bl, NpeBpaLlarLLero aMMHOKUCIIOTY TUPO3UH B
NMUIMEHT MeSiaHuH.

s OCHOBHBIMU KIMNMHNYECKNMUN MPOABIEHNUAMN anbONHU3Ma
ABNSAITCA OTCYTCTBME MefiaHMHA B KNeTKax KOXu (MONOYHO-
benbin ee UBET), Bornocax (0MeHb CBETIbIE BOSIOCHI),
pagy>XHown oboro4vke rnasa v NoBbILLIEHHAS
YYBCTBUTENBHOCTb K YP-0651y4eHunto, KOTOPOE Bbi3bIBAET
BOcnanuTenbHble 3a0oneBaHna KOXN. Y DOMnbHbIX Ha KOXe
OTCYTCTBYIOT Kakmue-nnmbdo NUrMeHTHbIE NATHA, CHUXEHA
OCTpOTa 3peHns. DeHOTUNNYECKNE NPU3HaKn BblpakeHbI
yXXe Yy HOBOpOXAeHHOro. [lmarHoctmka 3aboneBaHusi He
npeacTaBnseT 3aTpyaHEHUN. JleyeHne He pa3paboTaHo.



MYTaLI,VIM — BHE3allHO BO3HUKaloW e CTOUKMNE N3MEHEHUS
reEHOB U XPOMOCOM, lnepejgarnecd rno HacsegcrtBy.

i —

AnbOMHH3M Y YenoBeka U ¥MBOTHBIX.



" A
AnkKanToHypwust BCTpeYaeTcs 40BOSIbHO peako
(3-5:1000000). Hacnenyetcst N0 ayTOCOMHO-PELECCUBHOMY
TUNy. ANKanToHypua ABNAETCA CneacTBMEM reHETUYECKOro
OedeKkTa okcmaasbl, KaTanmanpyroLwlen npespatlleHue
FOMOreHTU3NHOBOW KNCIOThI B ManennaueToykCyCcHyto. ['eH
KapTupoBaH - 392.

0 B ocHOBe 3TOW NaTonornu nexat OTNOoXeHud
FOMOreHTU3NHOBOW KUCMOTbl B COeAUHUTENBHOWU TKaHW,
cosgarolime nurMeHTauuio uBeTta oxpbl. bonblioe
KONMMYECTBO KMUCIOTbI BbIBOAUTCA C MOYOW, YTO NMPUBOAUT K
ee NOTEMHEHUIO NPU CTOAHUU Ha Bo3ayxe. KnuHmnyeckue
nposiBrieHns 3aboneBaHnsa HavynHatTca B Bo3pacTe 40 net
N CTapLUE N XapaKTepuUsyrTca nopaxeHnem cyctaBoB
KOHEeYHOCTEN N NO3BOHOYHMKA. [lnarHoCTUKa 3aborneBaHuns

He nNpeacTasndeT 3aTpyaHEHUN (KITMHMKA U BMOXUMUNYECKNE
METOAbI).
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"
u anoorsiee 4YaCtbimMmyn HacneaACcTtBeéHHbIMU ,D,e(beKTaMVI HapylweHusA oOMeHa

yrrneBoAoB ABNAKTCA rafiaktoseMms U MyKonosrimucaxapuaosbil.
NanakTo3emusa sctpedaetcs ¢ Yactoton npumepHo 1:100000 HOBOPOXOEHHbIX.
Hacnegyetcs no ayTocCOMHO-peLeccuBHomMy Tuny. B ocHoBe 3Toro 3aboneBaHung
NeXUT HeJoCTaToYHOCTb pepMeHTa rasnakto3o-1- goocdartypuanntpaHcdepassi.
[[@nakTo3a noctynaeTt B opraHn3m C NuLien (NakTo3omn).

. [TaToreHes3 6one3Hn BKIOYAET HAKOMNSIEHME ranakTo3sbl U ranakto3o-1- pocdata
B KPOBU M pa3HbIX TKAHSIX, BblAENIEHME ero C MOYOW, HaKoMNMeHNe B Xpyctanunke
NPON3BOAHOIO ranakTo3bl raniakTuTona. 3ateM NpPoncxoamT HapyLleHue
NCNONb30BaHMA IMIOKO3bl B MNEYEHU, NOYKaxX, ronOBHOM MO3re BCneacTeme
YrHETEHUA aKTUBHOCTU pepMeHTa doocdornokomMyTasbl. B Kposu
0BHapyXMBAETCHA CHUXEHME coaepKaHUS IMI0KO3bl, a B MOYe - onpeaerieHHbIe
aMUHOKNCIOTbI (METUOHWUH, LUCTUH U Ap.).

m 3aboneBaHne pa3BMBaETCS NOCe POXAEHUSA NpU BCKapMMBaHUM MnageHua
MOMNOKOM, C KOTOPbIM MOCTynaeT nakro3a - UICTOYHUK HEMEeTabonmpyemMmomn
ranakTo3dbl. OCHOBHbIMM CMMNTOMamMM 3aboneBaHns SBAAIOTCS: XKeNTyxa
HOBOPOXAEHHbIX, PBOTA U MOHOC, NpUBOAsiLLINE K 06e3BOXXMBAHUID OpraHn3ma,
NOCTENEHHOE pa3BUTUE YMCTBEHHOW OTCTaANOCTU, YBENUYEHMNE NEYEHN U
ceneseHkun, obwas auctpodusa, katapakrta. [lpn nabopatopHom obcrnegoBaHUM
oBHapyXMBatoOT ranakTo3dy u 6enok B Mo4e, CHUXeHMe akTUBHOCTU ranakTo3o-1-
doocatypmannTtpaHc- doepasbl B 3pUTpoLmTax.

m bes nevyeHnsa 6ornbHble NoOrMbdaloT B NepPBble MECSLbI XXU3HU OT CONYTCTBYHOLLMX
NHEKLNN NN NEeYEHOYHON HEOOCTAaTOYHOCTH, Y BbKUBLLUMX pa3BMBaOTCH
KaTapakrta n YyMCTBEHHasi OTCTanocTb. PaHHee neyeHne aneton (UCKoYeHne n3
MNULLX NAKTO3bl) NPUBOAUT K HOPManbHOMY pasBUTUIO OETEN.



MoBpexAaeHne ronoBHOro MO3ra

Galactosemia

Karapakra
N~ MNoBpexAaeHne KocTen

MoepexaeHne NnevYeHu

The treatment for galactosemia is restriction of galactose
and lactose for life.




" J—
HacnencrBeHHble aedeKkTbl oOOMeHa nunNuAaoB : 3TU
bonesHu BcTpeyatotes peako (1:300000). Beicokaa yacToTa
bonesHn Tesa-Cakca HabnogaeTcs TONMbKO cpean eBpeeB
awikeHasu (1:3600 HoBopOXAEHHbIX). IMeloT peLecCUBHbIN
TUMN HAcnegoBaHUSA, ayTOCOMHbLIN UIMN CLUENSIEHHbIN C X
XPOMOCOMOMN.
HabntogaloTcs nopaXeHne KocTen, napeHXnmMaTo3HbIX
OpraHoB (Ne4veHb, ceneseHka, rno4vkun), KOXXn n ceT4aTon
000onoYku rmasa. HapylweHnst Ha4nMHatloT pas3BmBaTbCA Yy AETEN
c 4-6 mecsiueB. OHM CTAHOBATCSA anaTU4YHbIMU, NMEpecTaroT
MHTepecoBaTbCA OKpyXatoLumMm, HabntogaeTca MbllleyHas
rmnoToHuna. K KOHUY nepBoro roga pa3BmBaeTCcs CrenorTa,
ObycnosneHHas atpodumen 3puTenbHbIX HEPBOB; MHTENSEKT
CHWXKaeTCs 00 YPOBHSA namotuun. NocteneHHo pa3BuBatoTcs
[TonHas 0be3nBMXXEHHOCTbL, CyOopory, He noagaroLwmnecs
Tepanmn. CmepTb 00bIMHO HacTynaeT B 3-4 roga. Ans
[lnarHOCTMKM MPUMEHSIIOT DMOXUMUNYECKME METOObI
lccnegoBaHUsA rMUKONMUMNMAOB.



Jlemu ¢ bonesHbio
Ten-Caxca

CuHgpomoM Teq-Cakca — CeTUaTka rnasa




"

MMnepnunonporenHeMumn oOyCrioBreHbl HapyLLeHnem obmeHa
nunnaoB nnasmbl KPOBU BerneacTene aedektoB PepMeHTOB UMnn
KIMETOUYHbIX peuenTopoB. Jlnnuasl nnasmel KPOBM NPeaCTaBNsoT
cobon 6onbLyo rpynny CoOeanHEHUN, B OCHOBHOM, XXUPHbIX
KNCIOT, TPUrMnUEepnaoB 1 XornectepuHa. lNoBbllEHHOE
cogepxaHue nMnNuaoB B ninasmMe KPpoOBU MOXET ObITb
MynbTUPaKTOpUanbLHOM NpUpoabl UMM MOHOMEHHO
00ycnoBrneHHbIM 4edeEKTOM C ayTOCOMHO-AOMUHAHTHbLIM TUMOM
HacregosaHus. Yactota retepo3nrotr MOHOreHHO
00yCnoBMEHHbIX rTMNePNUNONPOTEMHEMMIA B NOMYNALNN
coctaenset 1:500. 'eH kapTupoBaH - 19p13.

3HaYeHne rMnepnunonpPoTEMHEMUN U UX MOHOTEHHbIX PopM
ornpegensercd TeM, YTo ¢ MeTabofIM3MOM 3TUX COEANHEHNIN TECHO
CBsi3aH naTtoreHes3 aTepockKsiepo3a 1 nwemmnyeckon d6onesHu cepgua.
[eHeTnyeckon 0CODEHHOCTLIO rMnepxonecTepuHeMum ¢ oedpekTom
PeLEenToOpOB ABMAETCA TO, YTO NOBbILWEHHLIN YPOBEHL XOriecTepuHa
NMEETCS N Y reTepos3unroT (B 2-3 pasa Bblle HOPMbI) U TeTEPO3UTroThI
noaBepXXeHbl paHHeMy (B 35-45 rneT) pasBuUTmMio NHPAPKTOB
Munokapaa. MoHoreHHble rmnepnunonpoTEMHEMNN BCTPEYALOTCA Y
HebosbLLIOW YacTu BONbHbIX aTepPoCKepo3oM. [lnarHocTuka
OCHOBaHa Ha onpegerieHMn NUNornpPoTENHOB CbIBOPOTKU KPOBMW.






N
C HaCHEACTBeHHbIenegeKTbI06MeHa nMypunHOB U

nmpunmnamHoOB

CuHpgpowm Jlewa-HuxaHa obycrnoBneH He4oCTaTOYHOCTLHO
depmeHTa rmnokcaHTuH-docdopndo3nnTpaHcdepasbl
(FTPPT), koTopbIX KaTanM3npyeT NnpncoeanHeHne
CBOOOOHbIX MYPUHOBBLIX OCHOBaHMW (ryaHMHA U
rMMNoOKCaHTUHA) K Hykneotngam. CnHapom BCTpedaeTcs
peako (1:300000 HoBOpOXOEHHBIX), HacnegoBaHWe naeT
no X-cuenneHHoMYy peLecCUBHOMY TUMY.

= [lpn HepgocTaTtoudHOCTM cbepmeHTa [ PPT KOHEYHbLIM
NpPO4AYKTOM npeBpalleHnNs NyPUHOBbLIX OCHOBaHNU
ABndaeTca mo4veBas Kucrnora. bonesHb HaunHaer
pa3BMBaTLCS B PyAHOM BO3pacTe, NPOoABMAACh
MbILLIEYHbIM T’MNEePTOHYCOM, NOBbLILLEHHON pedrieKTOpHOU
BO30YyANMOCTbIO, ONUrodoPEHNEN, CKITOHHOCTBLIO pebeHKa K
camonoBpexaeHnsam. Belcokoe cogepxaHme moveBou
KNCIOTbl U ee comnen (AnarHoCTU4eCcKuUn npusHak),
HECMOTPS HA YCMINEHHOE BblAENEHNE UX C MOYOM,
NPYBOAUT K (POPMUPOBAHMIO KAMHEN B MOYEBbLIBOASILLIMX
NyTAX, OTSIOXKEHMIO COSIEN MOYEBOU KUCIOThLI B CyCTaBax.






Mpumepom HapyLueHUsi MMHeparibHOro OOMeHa MOXET CIYXUTb
paccTponucTBO obmMeHa Meaun.

Bone3Hb BunbcoHa-KoHoBanoBsa (renatouepebparnbHas AucTpodus)

obycrnosneHa reHHoM MyTaumnen, TopmMo3ssLen cuHTes bernka
LepynnonnasmMmmHa, obecneymBaroLLLEro TpaHCNOPT Mean B
opraHu3amMe. Tun HacnegoBaHUS - ayTOCOMHO-PELLECCUBHLIN.
[TonynsaumMoHHas YacToTa He yCTaHOBIEHaA.

CoeguHeHns Mmegm urpatot 0osbLUy0 Posib B 0OMeHHbIX npoueccax. MoHbl

Mean BXOOAT B COCTaB MHOIMMX 0epMEHTOB MUTOXOHOPUN,
y4acCTBYHOLWMX B peakumnsax okucneHus. lNpu HegocTtatke
LepynnonsiasMmmHa NnoBbILLaeTca KOHUEHTpaunsa Mean B KpoBU U
NPOUCXOANT OTNOXEHME ee B TKaHAX NeYEHN N MO3ra, Bbl3bliBatoLLeENe
nx gereHepaymio. 3aboneBaHne vaule nNposBsAETCs B LUKOTbHOM
Bo3pacTe. [lepBbIMX CUMITOMaMM MOTYT ObITb YBENUYEHME MEYEHU U
cerneseHkun, HapyweHue doyHkumnm nedeHun, LUIHC, nHorga nouvek,
CHWXKEHVE KonnyecTsa 3pUTpPOLMTOB, TOOMOOLIMTOB 1 NIEMKOLUTOB B
kpoBu. MNopaxeHne neYyeHn ConpoBOXKAAETCS KENTYXOU, PBOTOW,
avcriencunen, nocTerneHHo passusaerca unppoa. lNopaxexHna LUHC
COMPOBOXAAKTCA CHWXEHUEM UHTENNEKTa, USMEHEHNEM MNOBEAEHNS,
OpOXXaHWeM pyK, HapyLleHnemM  foTaHus, noBbilLeHNEM TOHYca
MblILLIL,. [lnarHocTuka OCHOBaHa Ha onpeaeneHnn KonmdecTtea
LepynnonsiasMmmHa B CbIBOPOTKE KPOBW.



qF’ VrachFree %
BecnaarHsin anay
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HacnepctBeHHble 3a00neBaHNA , Bbi3BaHHbIE HapylweHuem
Pa3BUTUA OPraHOB U TKaHEW.

MykoBucLMA03 (KNCTODNOPO3 NOMKENYAOYHON XKENESb)
ObycroBreH reHHou myTauueit B 7-oi xpomocome (79q21-q31).Tun
HacnegoBaHUs - ayTOCOMHO-PeLeCCUBHbIN. [onynaunoHHas YacToTa
3aboneBaHus 1:2500 HOBOPOXAEHHbLIX. TO OQHO N3 CaMblX
pacrnpocTpaHEeHHbIX HacneacTBEHHbIX 3abonesaHnin. Mykosmcungos
npeacTtaBnsaeT cobon MHOXECTBEHHbLIE NOPaXeHUs XKenesa BHeLHEN
ceKkpeuunmn, nNposBsaroLLnNECH BblOENTEHNEM CEKPETOB NOBbILLEHHON
BA3KOCTWU, YTO BEAET K 3aCTONHO-00TYpaUNOHHbIM N3MEHEHNSIM B
COOTBETCTBYHOLIMX OpraHax (Nnerknx, noaxenyno4Homn xenese u
KMLLEYHMKE) C nocrneayowmnmm BocnannTernbHbIMU U
CKITEPOTUYECKMMUN npoLieccamMin. JlerovHble NposABieHNA DOSE3HU
BO3HMKAIOT Ha 1-2 rogy XM3HN U XapaKTepusyrTCs
peunanBnpyrOLLMMN MHEBMOHUSMU N DPOHXUTaMK C NOCNeAyLLnUM
pasButTnemM amdunsemol nerknx. KuwedHole npoaBreHns
MYKOBMCLMA03a CBA3aHbI C HAPYLUEHNEM aKTUBHOCTU (pEPMEHTOB
No4XXenyao4HOU Xeresbl. [[HUNOCTHbIE NPOLECCHI B KULLEYHUKE
NPUBOOAT K B3AYTUIO XXMBOTA, NOSIBIIEHNIO OOUNBHOIO XXUPHOro cTyna ¢
PE3KNM rHUITOCTHLIM 3anaxoM. MHorga HabntogaeTcs kKapTuHa
KMLLIEYHOWN HEMPOXOAUMOCTU. B HEKOTOPLIX Cry4Yadax pa3BMBaeTCS
LMPPO3 nedeHW. [lnarHoCcTnka OCHoBaHa Ha KIMHUYECKON KapTUHE U
N3yYEeHUN aKTUBHOCTU PEPMEHTOB NMOAKENya04HOM Xeneabl.






Mykoeucuungos

, MyCTas Cu3b 3aKynopusaeT
NPOTOKW NOAKENYA0YHON XKenesbl
W XXENYHOTO Ny3bipsA



OpraHbl, cTpagatoLwine npu
Mykoeucumnagose (CF)

Mucus blocks
airways

Mucus blocks
pancreatic Stomach
ducts

«BapabaHHble nanovkn» u
«yacoBble CTeknay — NPosBMEHNs .
XDOHUYECKOW NEerouHom MHbeKkumun MekoHuanbeHeI uneyc — nposaeneHne CF




N
. ST CXOHAPOAMCTPOtUsT) 0BycrioBneHa

reHHOW MyTauWneW, Bbi3blBaOLLEN OTKITIOHEHNSA B aKTUBHOCTU
HEKOTOPbIX DEPMEHTOB (5- HyKNeoTnaasbl, roKO30-6-
docdraTasbl). Tun HacrnegoBaHMs ayTOCOMHO-
OOMUHAHTHbIN. [MonynaunoHHasa Yactota 1:100000. 80%
crnyyaeB 60ne3Hn obycnosrieHbl HOBbIMU MyTaunsiMun. ['eH
KapTupoBaH - 4p14-p16.

= AxoHaponnasusi - oHa U3 HacreacTBEHHbIX bDonesHemn
KOCTHOU cuctembl. OHa obycnoBneHa aHoMarsribHbIM POCTOM
N pasBUTMEM XPALLEBOWU TKaAHWU Yalle BCcero B anndgusax
Tpyb4yaTbIX KOCTEM U OCHOBaAHUU Yepena, pe3ynsLTaTtoM YEro
ABMNAETCA pe3Kkoe Hegopa3BUTUE KOCTEU B ATMHY.
XapaKTepHbIMU rMpuU3HakamMmm 3aboneBaHna sIBNSOTCS
HMU3KK pocT (120-130 cm y B3pOChbIX) NpY COXPaHEHUN
HOpManbHOW OSfIMHbI TynoBuLla, OonbLION 4vepen cC
BbICTYNawLWMM 3aTbINIKOM, 3anaBLlas nepeHocuua.
KOHEYHOCTM YKOPOYEHbI B OCHOBHOM 3a CYeT
NpoOKCUManbHbIX OTAENOB beapeHHOU U NIEYEBON KOCTEN,
KNCTW LUMPOKME N KopoTKkue. [leTn oTcTtaroT B MOTOPHOM
Pa3BUTUN, NHTENIEKT, KaK NpaBuIio, HOpMarbHbIN.
[OuarHocTtuka 3aborneBaHUs He NpeacTaBnseT 3aTpyaHEHUN.






" J—

o Muoguctpodua OoweHHa (M) - Tskenoe HacneacTBeHHOE
3aboreBaHne obycnoBrieHHOE MyTaumen reHa guCcTpodmHa, 4To
NPUBOOAUT K AereHepaummn MbllLEYHbIX BONTOKOH U NOBbILLEHUIO aKTUBHOCTU
B NnasmMe KpoBU MbILLEYHbIX PEPMEHTOB, OCODEHHO KpeaTUHKNHA3LI.
BcTtpeyaetcsa ¢ yactoton 1:3500 HOBOPOXKOEHHbLIX Marb4YMKOB.
HacnepnoBaHue X-cuenneHHoe, peueccuBHoe. eH ML kapTupoBaH B
obnactn Xp21 v getanbHO N3y4deH.

m Ona M xapaktepHo paHHee, B Bo3pacTte 3-5 rneT, Havyano 3aboneBaHus:
HapacTatoLlasa cnabocTb B MblLlLLaxX beaep 1 Tasa ¢ NOCTENEHHbIM
nepexoaom rnpouecca Ha UKPOHOXHbIE MbILLULbI, MbILULbI BEPXHETO
Ny1e4eBoro nosica, CNuHbI, XXnBoTta u ap. lNogasngaerca yTnHas noxonaka.
3aborneBaHne HEYKINOHHO NPOrpeccupyeT, AETU OKa3blBalOTCS
npukoBaHHbIMUK K noctenu ¢ 10-11-neTHero Bo3pacTta. Habntogaetcs
nceBgorMnePTPOMOUA MKPOHOXHBIX U ATOAUYHbLIX MbILLILL 38 CHET
3aMeLlleHNa MbILLEYHOU TKaHU COeaUHUTENBbHOU U XXNpoBon. HacTo
pa3BMBaETCs crmbarenbHas MblllevYHas KOHTpakTypa 6eapeHHbIX U
KOSIEHHbIX CYCTaBOB M CyCTaBOB BEPXHUX KOHEYHOCTEW BCIieaCTBUE
aTpodun mblwl. PaHo cHuXatoTcs rmyboKne CyxoxusibHble pedriekchi.
mMeeTcsa TeHOeHUMA K HEKOTOPOMY CHUXEHUIO YMCTBEHHbIX
cnocobHocTen. INpoaonmKnMTENbLHOCTL XN3HN BonbHbIX 20-35 net. CmepTb
0ObI4HO HACTynaeT OT Nero4yHoOn NHMEKUNUN UNKn cepaevHoOM
HeOoCTaToOMHOCTU U3-3a MMoKapamoancTpodumn. inarHoctmka ocHoBaHa
Ha KINMMHUYECKOW KAapPTMHE U MOBbILLEHUN aKTUBHOCTU KpeaTUHKUHAa3b! B
CbIBOPOTKE KPOBMW.






|
o !VIH,EIpOM gpamanou !now(oﬁ) X-XpOMOCOMbI -

TAXKenoe HacneacTtseHHoe 3aboneBaHue. Tun
HacnegoBaHUs — X-cuenneHHbI AOMUHAHTHbLIN C HEMOSHOW
neHeTpaHTHOCTbIO (80%). HacTota BcTpevaemocTtn 1:1500
HOBOPOXOEHHbIX MaribinMKoB. MyTaHTHbLIN reH KapTUPOBaH:
OH pacnonoxeH B Xq27.

s 3aboneBaHune xapakTepusyeTtcd onpeaeneHHbIM TUMOM
YMCTBEHHOW OTCTANoCTU. bosribHbIE MYXX4MHBLI OONagatoT
XapakTepHbIMN U3NYECKUMU NPpU3HaKamMmun: bonbLune
SANYKK, OOSbLUME YN, BbINYKMbIA 100 1 BbiCTyNaroLwmne
yentocTu. Npn poxaeHnn HEKOTOpbiE MMEIDT DOMbLLYIO
rofioBy M NOBbILWEHHLIN BeCc. Peyb  xapakTtepusyetcs
NOCTOAHHLIMW  MOBTOPaMW, LWMPOKO pacnpocTpaHeHo
3ankaHue. Cpean reTepo3nroTHbIX XXeHLWNH "HapyLLueHUs
ncnxukn" Hatbntogarotea npumepHo B 30% cny4vaes. B
HacTosiLLee BPpEMSA 3TUM CUHAPOMOM 0b6bACHSAT A0 20%
BCEX Clly4yaeB CUSIbHOW U yMepeHHOW YMCTBEHHOWU
oTcTanocTtu. Ana gMarHOCTMKU UCMNOMb3YHT
LIUTOreHETUYECKNN METO - B X-XPOMOCOME ODHapyXusaroT
BTOpUYHOE cyxeHune. OnucaH TepaneBTU4eCcKn adpdexT
dponneBomn KUCNOTbI Y TaKNX DOSIbHbIX.



CUHAPOM STOMKOU X XPOMOCOMbI (CUHAPOM

MapTunHa-benn). CteneHb CHUXeEHUS
NHTeNNeKTa TeMm Bbille, Yyem bonblue BcTaBka LM

MOBTOPOB.
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HacneacTtBeHHble 3a60neBaHUs HapyLWEeHUs1 CBepThiBaloLlen
CUCTEeMbIl KPOBM.

Femodounusa A - Tskenoe HacnencTeseHHoe 3aboneBaHne, obycnoBneHHoe
nedektom VIl dpaktopom ceepThbiBaHUA KpoBU. BCTpevaeTcs ¢ yacToTomn
1:6500 manevunkoB. Tun HacnegoBaHUsA — X-CUENMNEHHbIW, peueccuBHbIn. eH
pacnonoXxeH B ANMMHHOM nnede X-Xpomocombl (Xg28), nopsaaok ero
HYKIeoTUA0B YCTaHOBSIEH.

3aborneBaHne pacro3sHaeTcd 00bIYHO Ha 2-3-M rofy XXU3HU, a B TSXKerbIX
crniyyasix - npu poxgeHun (KpoBOTEYEHMA U3 NYNOYHOIo KaHaTuka, nog- u
BHYTPUKOXHbIE KPOBOM3NUAHUSA). [1na 3aboneBaHnsa xapakTtepeH
reMaToOMHbIN TUM KPOBOTOUYMBOCTWU. [MpeobnagatoT KpOBOUINUAHUA B
KPYMHbIE CyCTaBbl KOHEYHOCTEN (KOSIEHHbIE, JTOKTEBbIE,
FOSIEHOCTOMHbIE), MOAKOXHbIE, BHYTPU- N MEXMbILLEYHbLIE rEeMaTOMbl,
KpOBOTEYEHUA NMPpU TpaBMax U XUpPypruiecknx BMeLlaTenbcTBax,
Hanu4yne Kposu B MoYye. [locTynneHne KpoBu B NOMOCTb CyCTaBOB
NPMBOLAUT K PaA3BUTUIO CTOMKOM TYronoABMKHOCTU U3-3a OCTE0APTPO30B
(pasBuUTNE COEOMHUTENBHOM TKAHW B CyCcTaBax).

Nemodunusa B - Tskenoe HacnencrteseHHoe 3aboneBaHne, obycnosneHHoe
CHWXeHneM akTMBHOCTU IX dpakTopa cBepThiBaHMA KpoBU. [lonynsaunoHHas
YaCcToTa He ycTaHoBrneHa. Tun HacnegoBaHUA — X-CLENNEHHbIN,
peueccuBHbIW. ['eH kKapTupoBaH Xq27. KnnHmndeckue nposiBneHus
3aboneBaHnsa Cxo4Hbl C TakOBbIMK Mpu remopunum A. inarHoctuka
OCHOBbIBaeTCA Ha UccnegoBaHUM COOTBETCTBYIOLLMX PaKTOpPOB

CBepTbIBaHUSA KpoBW. [N Ne4YeHns NpUMeHS0T BBEAEHNE HeqoCTarLWmX
hakTopoB CBEPTLIBAHNS KPOBM.



"

o femorno6buHonaTum - 3abonesaHnsd, CBA3aHHbIE C HAPYLEHNEM
CTPYKTYpPbl MOSIEKYIbl remornobuHa. HopmanbHbI reMornobuH
yernoseka (HbA) coctouTt n3 aByx a-uenen n Asyx b-uenen. bonbLuyto
4YacCTb CTPYKTYPHbIX BapnaHToB Hb cocTaBnalT OAMHOYHbIE 3aMEHbI
aMMWHOKUCIOT, B OCHOBE KOTOPbIX NEXUT 3amMeHa OOHOoro
a3oTUCTONo OCHOBaHUA  OpyrMM C U3MEeHeHueM Koaa Tpunnerta.

= Hanbonee n3sectHon hopmMon aHOMarbHbIX rEMOrfTIoObMHOB ABNAETCH
ceprnoBUAHO-KNEeTOYHaA aHeMus, Npu KOTOPou B 6-M MOSIOXKEHUN b-
Luenu rmytaMmmHoBag KMcnorta 3amelleHa sanmHom (HbS). Ota 3ameHa
00yCnoBnMBAET NOHUMXEHHYIO PaCTBOPUMOCTb reMorfiobuHa, n'y
OMO3UIoT 3PUTPOLNTLI NPMODPETAIOT CEPNOBUAHYIO hOopMY.
[eTepo3nroTHble Hocutenu HbS B 0ObIYHLIX YCNOBUSIX KIMMHUYECKN
300pPOBbLI. Y rOMO3UroT C paHHEro Bo3pacTa pa3BUBAETCSH XapaKTepHas
KapTUHa XPOHUYECKOW rMNOKCUN N aHeEMUN, OBycnoBneHHaa criabown
cnocobHocTbo HbS nepeHocnTb KMcnopoa v npexaeBpeMeHHbIM
reMmosin3omM 1 pacnagom aputpounTtoB. HbS yacTo obHapyxuBaeTca y
HaceneHns PErMoHOB C LUMPOKMM pacrnpoCcTpaHEHMEM TPONMUYECKOM
Mansapumn, Tak Kak gaxe retepo3urotbl no HbS HeBocnpummumesl K
Mansapun.



HopmanbHbie @opmuposaHue cepnogudHblx CepnosudHbie
apumpoyums! apumpoyumos apumpoyumos
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Puc. 68. ITopaxcenue 3pumpoyumoe npu cepnosudnoit anemuu: A — 3dopossie
spumpouyumst; B — spumpoyumyt npu 3aboresanuu
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*Muccenc myrtaums. [lpumep — cepnoBuaHo-

KNnetTo4yHad aHeMUn4.

«3amMmeHa napbl HyKneotTnaos rnpuseesna K 3amMmeHe aMnMHOKUCTIOThI B 6eru<e,
T.€.USMeHUINacb NnepBnUYHan CTPykKTypa, 4Tto NoBIreKksio UISMeHeHne
BTOPUYHON, TPETUYHOM N YETBEPTUYHON N POPMbI IPUTPOLIUTOB.
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a) Y QWEEENCRTNEE -' v- uTTBﬂH‘E
Normal hemoglobin LA P i
"Val H His H Leu Thr { Pro HKElEE' Glu .
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Sickle-cell hemoglobin rYA B PHK e
val H His Leu H Thr rro HRSBE Glu e hared
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[ eHOMHbIE MyTaunun

[EHOMHbIE MyTaLWn XapaKkTepusyoTcs
N3MEHEHWEM UMC/Ia XPOMOCOM, KOTOpPbIE
MOTYT ObITb HEKPATHBLIMU U KPATHbLIMM.




NMpuMmepbl reHOMHbIX MyTaLUW

BonbHble C cUHAPOMOM
Knanndgenbrepa (47,XXY)
BCerga My>HmHblI.

OHU XapakTepusyrTcs
Heaopa3BUTUEM MOMNOBbIX
Xeneas, gereHepauuven
CEMEHHbIX KaHanbLes,

4acTo YMCTBEHHOW
OTCTanocTbIo,

BbICOKUM POCTOM (3a cyeT
HEenponopLUMoHanbHO
ANUHHBIX HOT).







[ @HOMHBIE MyTaLUUN

'

[Tonunnounauns k-n —

KpaTHOe n yBelnnn4deHue
Uin ymeHblLieHmne
HUciia XxpoMoCOM

K =1 - rannounaus

K =2 — HOpMa

K = 3 - Tpunnonaguns

K =4 - TeTpannongunsg
N Tak ganee

N

« AHeynnoungus
(reTeponnongunn)

2n+k, roe k#n -
HeKpaTHOe N
naMmeHeHme 4Hncra
XPOMOCOM

2n + 1 - Tpucomungd
2n + 2 - TeTpacomMmusd
2N — 1- MOHOCOMUA
2N — 2 - HynNncomunsg



[ @eHHble O01e3HU

38 Ao (i ]
oA v &

AUl

sy

B
— 3
.W




AYTOCOMHO-AOMWHaHTHO®

| e:

2. NMonupakTunua.

AYyTOCOMHO-peLieCcCUBHO®
HacnenoBaHue Anbbunn
am; DennnkeToHypun.fipor

epun




Femoan
= HecBepThiBa€MOCTH

KpPOBH

= Yame cTpazaror
MY’KUHHbI

3gopofud
omey

Il 3gopoctui

[7] Bossuou

l HOCune,n,

11

390poeuu 3gopoBan fous Boasnnod

goan ~HOCume AL crn
Ha




YacToTa reHHbIX MyTaumm

» CroHTaHHble MyTaLUUn BO3HUKAIOT
CaMOMNPOU3BO/IbHO Ha MPOTHKEHUN BCEN YKU3HU
opraHu3Ma B HoOpMasibHbIX /19 HEr0 YC/I0BUAX

OKpy)KaloLLLle cpe/pi.
« MeTop, onpeaeneHns 4acToTbl CNOHTAHHbIX
MyTaUUii y YenoBeKka OCHOBAaH Ha MOsIB/IEHUN Y

ieTeil JOMUHAHTHOTO NPU3HaKa, ecsn y
poauTeneit OH OTCYTCTBYET.

* YyeHbl X010eWH paccuunTtasn cpeaHion
BEPOATHOCTb MOABMEHUS CMIOHTAHHbIX MyTaLWH,
KOTOopasa okasasiacb paBHa 5 x 10° Ha reH
(oOKyc) Ha NoKoeHue.



AHGYI’IJ’IOVI,D,I/WI — UISMEHEHNE
KOJintyectBa OTAEJIbHbIX XPOMOCOM

« ABcontTHOe DOMbLUNHCTBO 3MOPUOHOB C

aHeynnonanen nornbaeT Ha paHHUX CcpoKax
0epeMEHHOCTH.

 YeM MeHbLLE reHoB B XPOMOCOME, TEM

BEpoATHEE, YTO NMoA C aHeynnonaunen
NOXUBET [0 POXAEHUS.

« HapylLleHna pas3BUTUA Bcerga 3aTtparmearT
MHOI'nme opraHbl U TKaHU



xTHO=
HexeaTka cynNnedaToe B cTEpOMAE NNAUEHTEI
CuHAOpomM KanemaHa

MnodcgochaTtrA
MMNomMarHemMma
MazHoKn anerHKU3M
FPawenuHa ceTdaTkM

MeliwedyHaAa guctpoduAa JdoweHHa
MeiwedyHaAa gucTpodguA BEekkepa

XpPoOHWYEeCKaA rpadynemMmartozHan

BonezHe ApTepuaneHana rMmnonnazuma

MuuepuH-kMHaza aeduuumT

L
BonezHe Hoppwu | OedrunT OpHUTHUHAE

HeycToM4YMEaA NUIMeHTaumMAa
CuHApomM BUckoTTa-ONnapvda
CuHapom MeHkeca

HeuyyBCTEMTENBEHOCTE aHApOreHa

Heeponatva Wapko-Mapu-Tyca
FPacwenneHue HEBQAa
CyaopoxKHaA napannerua

CuaepobnacTHaA aHemMmuA
CuHAOpOmM Aapckora - CkoTtTa
MemonMTdeckan aHemMmAa

ArammarnobynuHemma |
CuHapom KeHHeau |

BonezHb ﬂenuueyca-hﬂepuﬁaxepal/[

PRFPS nogarpa

CuHAapom Jloy

CHHOpOoM ANeNopTa

CuHApom Newa-HanxaHa
BonezHe Labpu AR

HFRT nogarpa

CHHAOPpOM XaHTa

MmMyHHaA HEQO0CTaTOYHOCTE Mremodunua B

NumdbonponpepaTMEHBIA [ Femodunua A

CUHAPOM I'—_ 5 HXPOHWUECKAA TeMONUTHUYECKaA aHEMKA
MyxoTa 1 anebMHUZM MaHWakanbHO-AenpecceHoe 2afonegaHue
OcnenneHve ApEUMMK LBEeTamMM

4 AnpeHonenkogucTpodgua
ANpEeHOMUMEenoHeBEponNaTHuA

MyckynNneHaAa aucTpod KA

HecaxapHeii aguaber
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a [loBTOPpUM Nekuuio



BT HacieqoBaHus

s MOHOreHHoe - TUMN HacnegoBaHUA,
Npu KOTOPOM MPU3HaK onpeaenaeTcsa
OOHWM reHom.

s [lOoNUreHHoe - TN HacrnegoBaHUS,

NPWY KOTOPOM MPU3HaK onpeaensaeTcs
nencrtemem HECKOJIbKMX reHosB.



Hacaenoranue

Mosnorensoe

/

AyTocoMHOE

Y

[Tomurennoe

JloMuHaHTHOE

Peneccuenoe
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MoHOreHHoe HacnegoBaHue —
HacnegoBaHMe OOHOro Npu3Haka.

= * QYyTOMOCHbI/ JOMWHAHTHBIN;

= * ayTOCOMHbIV PeLeCCUBHbIN;

a * X-cUenneHHbI AOMUHAHTHbIN;
s * X-cUenneHbI peLecCUBHbIN;
m * Y-CUENNEeHHbIN;

m * MUTOXOHOPWUIBbHbLIN



» BN
IloMMHaHTHOEe HacnenoBaHue

= [loMMHaHTHOE HacrnegoBaHMe — Korga npu3Hak KogupyeTcs
OOMUWHAHTHBIM reHOM. ['eH cyMTaeTca JOMUHAHTHbLIM, €CNn
KOOMPYEMbBIN MM NPU3HAK NPOABSAeTC PEHOTUMNYECKN B
NPUCYTCTBUM NPOTUBOMOSIOXKHOMO reHa. [JOMUHaHTHbIE reHbI
0ObI4HO 0003HavalTCA 3arnaBHbIMU OykBaMu andpasuTa.
[eHeTN4YeCKN BO3MOXHO ABa BapuaHTa AOMUHUPOBaAHUA —
rOMO3UrOTHOE N reTepo3NroTHOE.

= [omo3urotHoe nomuHupoBaHue (AA) — korga Ha obeunx
XpoOMOCOMax B Nape HaxoanTca AoMUHaHTHbIM reH A. OcoOb,
nMetoLas Takom reHoTun, nepeaacTt AaHHbIN NPU3HaK BCEM
CBOMM MOTOMKaM (HE3aBUCMMO OT reHoTurna BTOpPOro
poouTtens).

= leTepo3urorHoe AomuHupoBaHue (Aa), korga Ha ogHoOM
XpOMOCOME HaxoauTca AOMUHAHTHBLIV reH A, a Ha apyron —
peueccmBHbIN reH a. Ocobb, MMetoLLLaa Takou KapuoTun,
NONOBMHE CBOUX NMOTOMKOM Mepenact AOMUHAHTHbLIW reH A, a
Opyrov NnonoBuHe — peLleccuBHbIN reH a. PeHOoTUN NOTOMKOB B
3Ha4YUTENbHOM CTENEHN ByaeT onpenensaTca reHamm BTOPOro

NANIATANA




" A
x [lpymepom OOMUHAHTHOIO HacregoBaHUA ABMAETCA

HacnegoBaHue 3aboneBaHusa Xopes [eHTUHrToHa. Xopes
[eHTUHITOHa — JereHepaTuBHOE 3aboreBaHne HEPBHbIX
KIETOK B BasanbHbIX CTPYKTYypax nepegHero moara. OHo
NPOABNAETCS Nporpeccupytolien 3abbiBYNBOCTLIO,
crnaboymmem u nNosiBfieHMEM HEMPOU3BOSIbHbIX ABUXEHUN.
3aboneBaHue nposBRsaeTcs B 3perioMm Bo3pacTte (45-60 ner),
Korga 60nbLHOWM yXKe ycnen ocTaBUTb NOTOMCTBO. Ecnu 6ol
3aboneBaHne Ha4YMHaNOCh paHblle, LWaHCbl OCTaBUTb
NOTOMCTBO Obifin Obl HEBENUKN U BONEe3Hb NocTeENEHHO Obl
ncyesrna BcrieacTBmne ectectBeHHoro otoopa. Cnocob
ne4yeHuns HemaspecTteH. HacTtoTa BcTpevaemoctn 1 Ha 10000.

s [1py n3yyeHnm poaCTBEHHNKOB DOSIbHbLIX BbISCHUMOCH, YTO
3aboneBaHMe MOXET ObITb MPOCMEXEHO B CEMbAX NALUEHTOB
Ha MHOrO MOKOMNEHUN Ha3ad u YTo y Kaxkgoro 3abonesLuero
X0Ts1 6bl OANH N3 poanTENEN TakXKe cTpadan aTuMm
3aboreBaHneM. Halle Bcero 605ibHON SBNSIETCA
retepo3nroTHelM (Aa), NO3TOMY OH nepenacT reH 6ose3Hu
TONBLKO NOMOBUHE CBOMX AETEWN, YTOOLI OHM Nepeaanu nx
NoOSIOBMHE CBOUX U T.0.



George
Huntington

Xopes NeHtmHrtoda ( MIM 143100 ), A/l - oagHo
N3 caMbIX TSXKesbIX NPOrpeccupyroLLmnx
HacneCcTBeHHbIX 3aboneBaHnii rO/1I0BHOIO Mo3ra
Xopes (chorea; ot rpeueckoro csioa “choreia” -
nnscka) - hopma runepkuHesa, xapakrepusyertcs
Henpoun3BoO/IbHbIMW, BbICTPLIMM,
HeperynnpyemMmbiMn ABUWXEHUAMU, BO3HUKaOLW MK
B pa3/IMYHbIX MbILLEYHbIX rpynnax.

Ero pacnpoctpaHeHHOCTb cocTaBAAeT 0KOJ0
1:10000. OTAnunTenbHbIe NMpu3Hakn - xopea n
paccTpoiicTBa noBefeHns. 3aboneBaHne
HaunHaeTcA B paiioHe 40 ner.




Huntington” s disease

ateral

-
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= ELlE ogHMM NpuMepoM OOMUHAHTHOIO
MOHOIeHHOro HacrnegoBaHUA MOXET
CNY>XUTb DpaxugakTnnusa
(KopoTKonanocTb). AHanNM3 ceMenHbIX
doopm nposaBneHns gaHHOro npu3Haka
CBMOETENbCTBYKOT MMEHHO O JOMMWHAHTHOW
dopmMe HacnegoBaHU4



Pyku 6onbHOro 6paxuaakrunven




B
PeueccuBHOe HacnenoBaHue.

PeuecCUBHbLIM reH cUMTaeTCs, eCrniv NPU3Hak,
KOTOPbIU OH KOAUPYET, HEe NPosBNAeTCA B
NPUCYTCTBUU NPOTUBOMNOJIOXKHOIO reHa.
PeueccuBHble NMpuU3Hakyu 0003Ha4YarTCsl MareHbKUMIn
bykBamun. Bo3MOXHbI Ba BapunaHTa CyLLEeCTBOBaHUSA
OaHHOro reHa B reHome. etepo3urotHbin (Aa) — B
9TOM cJiydae reH HaxogmuTca Ha O4HOU U3 XPOMOCOM,
a Ha BTOPON — OOMWHAHTHbLIN reH, B JaHHOM cly4vae
BO3HUKAET ABNEeHNE HOCUTENBLCTBA, Korga reH B
KNeTKe eCTb, a NpuU3HaK PeHOTUMNNYECKN He
NPOSABISIETCS.

[OMO3UroTHbLIU (aa) — B 3TOM criyyae Ha obenx
XPOMOCOMaxX HaxXoaATCHA PeLeCCUBHbIE reHbl. TONbKO
B J@aHHOM crly4ae rnpusHak dygeTt nposaBnaTbLCS
dEeHOTUNMNYECKM.



" JE——
Ocob6eHHOCTHU peLecCUBHOro HacnenoBaHUA:
1. MpU3HaK NPOSIBNAETCA TONMbKO Y peLeCCUBHbIX FOMO3UIrOTHbLIX 0Cc006en, Npu reHoTune
(aa).
2. BOo3MOXHO fiBNeHMe HOCUTEeNbCTBA, Koraa reH (a) B reHomMe eCcTb, a NpU3Hak
cdheHOTUNNYECKN HUKAK He NPOoABNSEeTCA. ATO BO3MOXHO Y reTepo3UroTHbIx oopm,
MMerLMX, HapAAay C peLecCUBHbIX FEHOM, Ha BTOPOU XPOMOCOME reH AOMUHaHTHbIN (Aa).
3. l'eH MOXeT nepeaaBaTbCA Yepe3 NOKOsieHUs, "oT AeaoB K BHyKaMm". NeH MoxeT

nepegaBaTbCcA 4Yepe3 MHOrIo NOKOJNIEHN B BUAEe HOCUTESNIbCTBA, a NOTOM NnpPoOoABUTCAHA
HeOXMNaaHHO y o4yepeaHOro noTtoMkKa

PoaoawmrTenm
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AeTwm
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AINOEOm PO 2T M- PEONC M T M Corames D
1 — -— E——
25% =o%, SOve 25%



dPeHUIKeTOHYpUs — 601e3Hb
aMWHOKMUCJ/IOTHOTo o6meHa. OnucaHa B
1934 1. A. ®esimmHrom. lNarosiorna cesAsaHa
C HeJOCTaTO4YHOCTb 0 NeYeHOUYHOr o
tpepmeHTa theHUaIaHUHI AP OKCUMasbl,
UTO HapyLwlaert npespaijeHue
peHnnanaHnHa B TMpPo3uH (HapylLuaeTcs
hopmMmupoBaHne MUesIMHOBLIX 060/104eK

BOKpPYr akcoHoB LIHC).

K/inHn4yecKue npusHaku: noBbilleHHas
BO360yAMMOCTb U TOHYC MbILLL, TP eMop,
anunenTtucgopmMHbIe NpUNagKu,
«MbILUMHbIW» 3anax, yMmcTBeHHasi
0TCTasI0CTh, CHIDKEHUE oGpa3oaaHuﬂ
MeslaHUHa. | | A

MCKyCCTBEHHaH avera.
Tun HacnegoBaHua: AP
MNMNonynAaunoHHasa 4Yactota - 1 : 10000




Hetn ¢ PKY poxaaroTca 6e3 kakmx-nmbo npmnsHakoB 6onesHn. OgHaKo
Ve Ha BTOPOM MecHL e MOXHO 3aMeTUTb HeEKOTopble chnusnyveckne npuUsHaKku:
noceeTneHne BOJoC, paayxXek rnas.

OueTtoTepanusa, Kak eqUHCTBeHHbIN 3hchekTUBHBIN MeToa neveHns PKY
AOMKHa NMPUMEHATBLCA ¢ NepBbiX MecsAUeB XN3HU pebeHKa, Torga nopaxeHue
MoO3ra He pa3soBbeTcA. Heo6xoanm nocTtoaHHbIN MeANLMHCKUN KOHTPOrb 3a
YMCTBE€HHbIM U husnyeckKknum passutmem pebdeHka.

e [eHOKY BcTpe4yaeTcsa B
cpeaHeMm 1-2 Ha 100
YyenoBek, HO Dole3Hb MOXET
BO3HWKHYTb NULLb B TOM
clyJvae, ecnn maTb 1 oTel
ABMAKTCA HOCUTENAMN
3TOro reHa, un pedeHok
yHacneayeT ero B 4,BOMHOM
Habope.

e MeHtoana peten c GKY
COCTaBAeTCcA U3 PPYyKTOB,
KpaxManbHbIX N3gernuu,
XMPOB, CO CTPOrMM y4YeToM
coepXXaHUs B HUX e i i T

1 in 4 chance 1 in 4 chance

CpeHMJ-IaﬂaHMHa 1 in 4 chance 1 in 4 chance

Unaffected Unaffected
"Carrier” "Carrier"
Father Mother
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OEHMUIIKETOHYPUA

*
PaccTponCTBO peryniaumm AsurarenbHbiX (PyHKLWA

e supaniaa
1. Hapywetne
cuHTe3a Hapywaerca
HY>XKHOIO ans » TOPMOHOB:
HOPMAarnbHOMo appeHanwi,
obmeHa HOpaApeHarnuH,
BellecTs THPO3NH




Hacnenosakve rexos npercragnser
c0Bo¥ Chy4aiHbIH NpoYece

N . \
, \ -
¢ \ o\
/ N\ J Ny

BONBHOM PEBEHOK  HOCMTEIMIEHA®KY  30OPOBbIA
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Qu3uyeckue npusHaKu:

- demu 6enokypeble co caemaol kKoxcel u 2onybbimu 2nazamu

- 4acmo omme4armcAa 3K3ema, aepmamumbl

- MOYQ U NOM UMeomM « 3annecHeBenbll», «MbIUUHbLIUY,
«B0ONYUU» 3anax

- bbiIcmpoe u YpeamepHoe npubasneHue 8 sece, 00HAKO
0CMaromMCcA pbIXAbIMU, BANbIMU.

- y bonbwuHcmeaa paHo 3apacmaem 6016w ol poOHUYOK
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" o EESESRENANECTSHOBaHIAI IO AOMIHAHTHOMY-PELIECCUBHOMY TUMTy

OTHOCUTCS U HacrnegoBaHue pesyc-pakTopa KpoBu. ['eH, Kogupyrowmn pesyc-
doaktop b, aBndeTcsa JOMUHAHTHbLIM, ansfiefibHbI eMY reH C — peLEeCCUBHbIM
(pesyc-nonoXxmTernbHble Noan Mmoryt umetb reHotun bb nnmn beC,
pesyc-oTpuuartensHble — Tonbko reHotun CC). Yenosek nony4vaet oT
Kaxkgoro u3 poautenen no 1 reHy — b nnu C, n y Hero BO3MOXXHbI, TakKnm
obpas3om, 3 BapunaHTta reHoTuna — bb, bcC nnn CC. B nepBbix ABYX cny4dasix
(bb n bcC) aHanna kKpoBu Ha pe3yc-dhakTop AacT MOMOXUTESbHbLIN
pesyneraTt. Tonbko npu reHoTune CC yenoBek DyaeT UMETb pesyc-
oTpuuaTenbHYIO KPOBb.

PaccMoTpuM HeKoTopble BapuaHTbl COMeTaHUA FreHOB, onpeaensaroLWwmux
Hann4yue pesyc-cakropa, y poauteneun n pebeHka:

1) oTeu pe3yc-no3nTUBHLIN (roMo3uUroTa, reHotun bb), y matepu pesyc-
oTpuuaTtenbHbin (reHoTun CC). B aTom cny4vae Bce Aetn byayTt pesyc-
nosnioxxutenbHbiMn (BepoaTHOoCTb 100%);

2) oTel pe3yc-no3nTUBHLIN (retepo3uroTta, reHotun beC), maTb pesyc-
oTpuuatenbHas (reHotun CC). B aTOM crnyvyae BEPOATHOCTb POXAEHUS
pebEHKa C oTpuuaTenbHbIM NN MOSTOXUTENBHBLIM PE3YCOM OANMHAKOBA U
paBHa 50%;

3) oTewu 1 MmaTb retepo3uroTsl rno gaHHomy reHy (bcC), oba pesyc-
NO3UTUBHBLI. B 3TOM crny4yae BO3MOXHO (C BEPOATHOCTbLIO OKOMO 25%)
poxaeHne pebeHka c oTpuuaTenbHbIM PE3YCOM.



Pe3yc-KOH(pNUKT — 3TO rymoparnbHbIii UMMYHHbIW OTBET pesyc-
oTpuuaTtenbHOU MaTtepun Ha SpUTPOLUTaAPHbIE aHTUIEeHbI pe3yc-
MNOSTIOXKMUTESTbHOTO Moaa, Npu KOTOpoM 0bpasytoTCca aHTUPE3YCHbIE
aHTUTena. T aHTUTENa BbI3bIBAOT pacnag KPpacHbIX KPOBSHLIX TeneLw,
(3pUTPOLMTOB), YTO NPUBOAUT K FEMOSTUTUYECKOMN XKeENTyXe
HOBOPOXOEHHbIX.

Y nnioga MoryT 6bITb BbISIBNEHbI YBENMNYEHNE NEYEHN, CENE3EHKN U
cepaua, HabnogaeTcs aHeMus, B bonee TSXKESbIX cnyvasx —
apuTpobracTos, xentyxa. B Hanbonee TsSXKENLIX Criyvyasx pa3BuBalOTCS
BOASHKA Nnoga v OTEYHbLIN CUHOPOM HOBOPOXOEHHbLIX, YTO MOXET
NPUBECTU K MEPTBOPOXOEHUIO NN CMEPTU HOBOPOXKAEHHOTO.

Kak npaBuno, Bo BpeMsi 6bepeMeHHOCTU KPOBb Nioga He nonagaeT B
KPOBOTOK MaTepu. [10aToMy BO BpeMsi nepBon DEpeEMEHHOCTU Y MaTeEpPU He
BblpabaTbIiBalOTCA aHTUTENA K aHTUreHy b, n pebeHok octaércd
3aopoBbiM. OgHAKO Npu pogax valle BCero npoucxXoauT CMELLEHMNE KPOBU
MaTtepu n pebeHka, 0TYEro MaTb CTaAHOBUTCS BOCMPUMMUYMBOW K pe3yc-
aHTUreHy n obpasyet NpoTUB HEro aHTuTena. BeipaboTaHHaa MMMYHHas
namsaTb NPUBOAUT Npu creayowen bepeMeHHOCTN K HOBOMY U
ycurneHHoMy obpasoBaHuo aHTUTEN K aHTUreHy b. NocnegHmne cnocobHbl
NPOHMKATb B KPOBOTOK peDEHKA M CBA3LIBAOTCSH C pe3ycC-
NONOXUTENbHbLIMU 3pUTpoLNTaMu pebeHka. OTArolweHHbIE aHTUTENaMMN
APUTPOLNTBLI pa3pyLLaloTCA B CENE3EHKe nroaa npexxgeBpeMeHHO.
HacTtynaeT remonutuyeckast aHeMus.



" JE
= BapuaHTbl BO3HUKHOBEHUA pe3yC-KOHJNUKTA:

= * Ecnn matb aBnsieTca pesyc-oTpuuaTtenbHon, a oTel, —
rOMO3UIOTHBIM PEe3yC-NoNoXKUTENbHbIM, TO Ntobon nnoa 6yaet
reTepo3UroOTHbIM PE3YyC-NMONOXNTENbHbIM .

= * Ecnn matb gaBnaetcsa pesyc-oTpuuartenbHOW, a otely —
reTepPO3NroTHLIM Pe3yCc-NnonoXnTenbHbIM, TO nnog 6yaet ¢ 50%-
HOWN BEPOSATHOCTbLIO rETEPO3NUTOTHLIM PE3YC-NONMOXUTESTbHbLIM U C
50%-HON BEPOATHOCTLIO — pe3yc-oTpuuaTtesnbHbIM.

x Okono 15% npoueHToB HaceneHnsa EBpornbl MeT
oTpuuarenbHbln pesyc-paktop (CNe, Bcerga roMo3UroTHbI),
50% — retepo3uroTHbin (ber) n 35% — romoaunroTHein (Bb)
NONOXWUTEeNbHbIW. I3 3TOro cnefyeT, YTo NPUMEPHO NMPU KaXXaou
OecsaTon bepeMeHHOCTU MaTb ABMAETCSA pe3yc-oTpuuaTenbHoN,
a nnog — pe3yc-rnosioXnUTenbHbIM.

s B adppukaHckmnx n asmatcknx nonynaumnax, a Takke cpeou
nHaenues CesepHon AMepPUKN oTpulaTenbHbI pesyc-dakTop
BCTpe4yaeTcd ¢ Yyactoton okono 1% n meHee, NO3TOMY pesyc-
KOHJOIMUKT BCTPEYaETCH C KpanHe HEDOMNbLLIOW YaCTOTON.



"

» B nogasnsowem 00nbWMHCTBE CriydaeB pe3yC-KOHAMUKT
MOXET ObITb NpeaynpeXxaeH nyTémM BHYTPUMbILLEYHOIO
BBeOeHUA pesyc-oTpuuarenbHOU MmaTtepu cneunanbHbIX aHTU-
b aHTTEN) B Nepnog 6epeMeHHOCTN UMn B TEYEHNE 72 YacoB
nocrie pogos uUnm nbdoro Apyroro codbITUA, KOTOPOE MOXET
NpMBECTU K ceHcUTusauum matepu. ['lpmn BBeaeHUn aHTuTen
SPUTPOLUTBLI Pe3yC-NONOXNTENBLHOrO Nfioga, nonaswine B
OpraHMU3M martepu, paspyLlarTca OO0 TOro, Kak Ha HUX
ycrnieBaeT oTpearnpoBartb ee MMMYHHas cuctema. Camm xe
aHTUTena, BBe4EHHbIe Npu NacCUBHON MMMYHU3aALIUN,
pas3pyLuatoTcsi 0ObI4HO B TedeHne 46 Heaenb.

= [lo BHegpeHusa B NpakTUKy NpodoUNakTUKN pesyc-KoHQNMKTa
BBeAEHNEM aHTUPE3YCHbLIX aHTUTEN XeHLWNHaM B
onpegeneHHbIX cnydasax, 1% Bcex bepeMeHHOCTEN NpoTeKarn
C NPOSIBNEHUAMUN aHTUPEIYCHOW CEHCUbUnMaaummn, To ecTb
nosgBIeHMEM aHTUPEIYCHbIX aHTUTEN B KPOBU MaTepu.
Cenvac, bnarogapsi cCBOeBpeEMEHHOM NPOdUaKkTUKe,
pe3ycHasa ceHcubunmaauymsa sctpedaetcsa B 10 cnyyasax Ha 10
000 popos.
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= HenonHoe ooMmnHMpoBaHMe — B 3TOM Cliy4yae
reTepo3nrota 3aHMMaEeT NPOMEXYTOYHOE MOSoXKeHNe
Mexagy AOMUHAHTHOU N peLecCUBHON TOMO3UTOTOMN.
Hanpumep, rmunepxonncrepuHemms. [lomosurorta
MMeeT HopMalnbHOE YNCNO PeLenTOPOB B KNeTKax
neyeHn Onga yCBOEHUSA XonecTepuHa, reteposurota —
YMeHbLUEHHOEe (MHOUBUAbI YyMUPAKOT B FOHOLLIECKOM
BO3pacTe), a roMo3unroTta peLeccmBHasds — He UMeeT
BOOOLLE (YMMpaloT npu poxaeHun). Ewe npumep —
npsamMble (peueccuBHbIN), Kypyasble (QOMUHAHTHBLIN),
BOJTHUCTbIE BOJIOCHI.



"
u KOAOMMHMPOBaHMe — B (*)eHOTMI'Ie reTepo3nroTbl NPOABITAKOTCA OBa

npusHaka. [lpumMepom MOXeT aBNATbLCA HacnegoBaHWUe YETBEPTOWU rpynnbl
KpoBu no cucteme ABO.

= B Havane npownoro Beka y4eHble foKasanu CyLleCcTBoOBaHME 4 rpyrn KpoBW.
ABCTpUUCKNN y4eHbIN Kapn JlaHgwTanHep, cMeLllnBas CbiIBOPOTKY KPOBU
OOHUX NOAEN C IpUTpoLUTaMM, B3ATLIMU N3 KPOBU OPYrux, ObHapyXun, 4to
NPW HEKOTOPbIX COMETAHUAX IPUTPOLIMTOB N CbIBOPOTOK MPONCXOOANT
"cKkrnenBaHue" — cnunaHne 3puTPoOLUTOB U 0DpasoBaHmMe CrycTkoB, a Npu
opyrnx — Het. I3yyasa cTpoeHue KpacHbIX KNEeToK KpoBW, JlaHaLwTanHep
obHapyxun ocobble Bewectsa. OH nogenun ux Ha ase kateropmn — A n B,
BbIAENMB TPETLIO, KyAa OTHEC KIETKU, B KOTOPbIX X HE BbIno. [1o3xe ero
ydyeHnkn — A. cooH [lekactenno un A. lUTypnn — oBbHapyXunu aputpouuThl,
cogepawine mapkepbl A- n B-Ttnna ogHOBPEMEHHO.

= B pesynbrarte nccnegoBaHmii BO3HUKIIA CMCTEMA AENeHust Mo rpynnam
KpOBW, KOTopasi nony4ymna HassaHne ABO. 3Ton cnctemon mMbl Nonb3yemcst
[10 CUX Mop.

*| (0 )— rpynna KpoBU XapakTepu3yeTca OTCYTCTBUEM aHTUreHOoB A 1 B;
* || ( A) — ycTaHaBnmBaeTCcs Npu Hann4nm aHTureHa A;

 lll ( B ) — aHTureHa B;

* IV( AB ) — aHTureHos A n B.



HacnepoBaHue, cuenneHHoe € NOosioM. [ eHbl
MOryT Haxo4uTbCA Ha NONOBbLIX XPOMOCOMaXx, B
9TOM Cny4ae roBOpPAT, YTO OHM CLENNEHBbI C
nornom. HacnegosaHue, cuenneHHoe C NMofnom,
NMEET HEKOTOPbIE BaXHble ocobeHHocTn. [leno
B TOM, YTO Y-XpOMOCOMA HECET ropasgo MeHbLLUe
reHoB, YeM X-XpoMocomMa. ITO OBCTOATENbCTBO
NpPMBOAUT K TOMY, YTO AN MHOIMMX reHOB X-
XPOMOCOMbI HET COOTBETCTBYHOLLUX anneneun Ha
Y-xpomocome. B pesynbrate ecnv y My>X4UuHbI
Ha X-XPOMOCOME OKa3bIBAETCA PELIECCUBHbIV
annenb, TO OH NPOABUTCA B (PEHOTUNE.



|
. Hanpmmep, relvlogvmmm — gone3H|/|, CBSI3aHHOW C

HapyLweHnemMm HopmMarnbHOU CBEPTLIBAEMOCTU KpoBu. [pu
9TUX HapYyLUEHUAX Y BOSTIbHOro BO3HMKAKOT ANUTENbHbIE
KPOBOTEYEHMNSA Oaxe Npu He3HaYNTENNbHOM NOoBpeXaeHUun
KPOBEHOCHbIX COCYOOB.

= CyuwecTtBytoT aBe bopmbl remopunmumn — A n B, n obe
onpenensatTcs peLecCUBHbIMU reHamum,
nokannsoBaHHbIMU B X-XpoMocoMe. TeopeTnyeckmu
BO3MOXHa reMouUnma N y XXeHWnHbl, HO Takas
BEPOATHOCTb OYEHb HEBbLICOKA, TaK Kak asfia 3Toro
HeobXxoanMOo BCTYMneHne B bpak 6borbHoro-remodunuka c
XEHLWNHON-HOCUTESNTbHULIEN reHa remodomnnum (1 gaxe B
9TOM Cny4ae BEPOATHOCTb POXAEHUA DONIbHOW AEBOYKM
bynet Tonbko 0,25). N3-3a HN3KOW YacTOThl
BCTPEYaEMOCTN reHa remoMmunnm n Toro, 4YTo DonbHbIE
remodunmen 4acto ymupatotr o bpayHoro BospacTta,
Takue criyvyaum npakTnyeckn He otmedarotca. Tak, ecnu
PeLEeCCUBHbLIN FreH cuenneH ¢ X-XpoMOCOMOU, TO OH
ropasgo yaule nposendeTcd B PeHOTUMNe y My>XX4uH, 4em y
XKEHLLMH.



Camoun n3BecTHOM HoCcUTENbHULEN remodunnu B UCTopumn bblina
koponesa BUkTopusi; No-BUAMMOMY, 3Ta MyTalusi npomsoLuna B ee
reHoTmne de Nnovo, NOCKOSIbKY B CEMbSIX €€ poauTerien cTpagaroLime
remounmen He 3apeructTpmpoBaHbl. [emodunnen ctpagan oanH n3
cbiHoBew BukTtopuu (Jleononbepa, repuor OnbaHu), a Takke psig BHYKOB U1
NPaBHYKOB (POAUBLLNXCA OT AOYEPEN UK BHYYEK), BKIOYas]
poccumnckoro uapesunyva Anekcest Hnkonaesumya. I'Io 9TOW NpU4vnHe
OaHHoe 3aboneBaHme Nonyvynno Takne HasBaHus: "BUMKTOpPUaHCKas
bornes3Hb" 1 "yapckaa bonesHb". Takke MHoraa B Lapcknx damunmax
Ons coxXpaHeHust TUTyna gonyckanucb dpaku mexay 6rnmskmmm
POACTBEHHMKAMU, OTYENO YacToTa BCTpedaeMoCcTn remodounnmm obina
BbILLE.

Cpeau gpyrnx reHoB, cuensfieHHbIX C NOfIOM, CTOUT YNOMSHYTb MeHbl,
CBSI3aHHbIE C LIBETOBON CNENOTON U UXTUO30M.

BcTpedatoTca n JOMUHAHTHLIE MeHbl, cuensieHHble ¢ X-XPOMOCOMOM
Tak, cylllecTByeT HacneacTBeHHas CbOpMa paxuTta, KoTopasi He
nogaaeTcsa nedeHuto sutammHom D. MHoroobpasme 3abornesaHui,
nepegarLLnxca rno JaHHOMY BapuaHTy HacregoBaHus, NpuBeaEHb! B
npunoxeHun B

Ecnu reHbl nokannsoBaHbl B Y-xpomocome, TO OHWN OOJ1XKHbI
nepenaBartbCqd TOJIbKO OT OTUOB K CbIHOBbAM. B kayecTtBe npunMmepa
TaKoro reHa o0bI4YHO YNOMNHAKOT IeH, BbI3bIBaOLLNN NOABIIEHNE ny4ykKa
BOJ10C Ha BHELWIHEM Kpae€ yXa. aneprmxos YLWHbIX PakKOBNH HYaCTO
BCTpe4aeTCAd y XUTEneu
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X-CuenneHHoe peLLeccMBHOe HacaeaoBaHume

OTeu: 3a0poB
MaTb: HOCUTENb
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B 80% cnyyaes
remodonns
obycnosneHa
OTCYTCTBUEM U
HEeAO0CTaTOYHOCTbH
6NoN0orMyeckKkn akTMBHOIO
dhakTopa VIII,
aHTUreMouInYeckoro
rnobynuHa, B niasme
KpoBW. B pesynbTaTe
BpeMs CBepTbiBaHUA
KPOBU YOJ/IMHAETCA U
60nbHbIE CTpagakT OT
CUNbHBIX KPOBOTEYEHU
Aaxe nocne
MUHUMAsTbHbIX TPasM.




UmnepaTtpuya Anekcangpa ®egopoBHa U Lecapesuy
Anekcen. Y Anekces beina HacnegcTtBeHHas
remodpununsa, KOTOPOW cTpagann MYXuUnHbl B poay ero
maTtepu. 1913 .

[MoToMku koponesbl Bukropuun ctpaganu
remochunuen. Cuntaercs, yto bonesHb
Bbina nepegaHa guHactTum Bukropuen
(1819-1901), koTOpas nponssena Ha cBeT
AEeBATEPbIX AETEN.



" A
= Cpean apyrmx reHoB, CLENMEHHbIX C
NMOSIOM, CTOUT YNOMSAHYTb FEHbil,

CBSA3aHHbIE C UBETOBOWU CrenoTon u
NXTUO30M.
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Npu3HaKku, cuervieHHble C X-XpOMOCOMOVI

TR :

HanbToHnam (peLeccuBHbIi) TecTt Ha anbTOHU3M

~ T'wnonnasus amanu 3y6oB
~ ([JoMUHAH THLIA)

- Fremochunusm (peLleccUBHbIN)



" JE
O BCTpeqamTc;l N JOMUHAHTHbIE IeHbl, CLUEeneHHble ¢ X-
Xpomocomou Tak, CyLLeCcTByeT HacneacTBeHHas oopma
paxuTa, KoTopasa He nogaaeTcs fiedeHnto BuTammHom D.
MHoroobpasune 3aboreBaHuin, nepegaroLmxcad rno
OAaHHOMY BapuaHTy HacrnegoBaHus, NpuBeaeHbl B
npunoxeHun B

s ECnu reHbl nokanmaoBaHbl B Y-XPOMOCOME, TO OHU
OOIMKHbI NepeaaBaTbCA TOMbKO OT OTLIOB K CbIHOBbSAM. B
Ka4yecTBe npumepa Takoro reHa o0bIMHO YNOMUHALIOT MeH,
BbI3bIBAOLLMA NOSABIEHNE MYy4YKa BOSIOC HA BHELLIHEM
Kpae yxa. [MnepTpmnxos yLHbIX pakoBMH 4acTo
BCTpeyvaeTcs Yy xutenenugmun, Lpn-Iankn, N3paunns.
HenaBHO coobuanocb 06 0OHapyXXeHuUn reHa-mapkepa
Ha Y-XpoOMOCOME, KOTOPbIN CLIEMSIEH C FEHOM,
OTBETCTBEHHbLIM 32 MYXCKYI rmMnepToHunto. Ecnun Ha
XPOMOCOME OBbHapYXXMUBAETCA reH-MapKep, TO Y MYXXYMH
CUCTONMYeckoe aaBrieHue Bbille B cpeaHeM Ha 10 Mm
PTYTHOro cronba.
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lonangpuyeckuu tTvn (Y)
HacneaoBaHUs
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[NepegaeTca no

MY>KCKOW NUHMKA
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NOKONeHWH

Npumep y
YeroBeKa:

MNnepTpHxos
YIWHOM
PaKOBMHILI
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Mpu3HaKu, cuensieHHble ¢ Y-XPOMOCOMOM
FonaHgpuuyeckue NpusHaku

[nnepTpnxos Mo4ku
YILHOI paKkoBUHbI




» OT HacnegoBaHuA, CUENNEHHONO C NofoMm, Haao
OTNnnyaTb HacrnegoBaHue, orpaHU4YeHHOe NOJIOM.
B cnyyae HacnegoBaHUsA, orpaHMYeHHOro Nonom,
reHbl, onpegensoLwne pa3ssnutue npusHaka,
HaxoOsaTcs B ayTocoMax, HO Ha UX NposaBneHne B
doeHoTUNE CUNbLHO BNUSAET non. Hanpumep,
HacnegcTBeHHas Npeapacrnofio)XeHHOCTb K
paHHEMY OOSbICEHUIO CBSI3aHa C reHOM,
nokannsoBaHHbIM B ayTocome. OgHako ero
aKTUBHOCTb CUJTIbHO 3aBUCUT OT YPOBH4A
TECTOCTEPOHA (MY>XXCKOM NONOBOU rOPMOH). B
CBSAI3U C 3TUM Y MY>KYNH 3TOT reH BedeT cebs Kak
OOMUHAHTHbIW, a Y XXEeHLWUH — KaK peLleCCUBHbIN






" S
MuTtoxoHAapunanbHoe

HaclriegoBaHue.

MuTtoxoHgpuanbHaa OHK npegcrtaBnsieT na cebs
OLHY KOJIbLEBUAHO-3aMKHYTYI0 XPOMOCOMY.
3aKOHOMEPHOCTN MUTOXOHAPUANbHOIO
HacnegoBaHUA:

= * bonewT u My>XX4nHbIl, N XEHLLNHbI.

= * bonbHagqa XeHuWKWHa nepenaeT NpmM3HaK BCeEM
OeTsM He3aBMCUMO OT nona.

= * bonbHOM MyXX4MHa He NepenaeT npusHak
NMOTOMCTBY.

s * CKpbITOro HOCUTENbCTBA HE CYLLECTBYET.



[10 nokanns3aunun B KNeTke

* ApepHble

 LiIuTonnasmMaTuieCKMUe (HemHorouncneHHble,
HO TAXerble MUTOXOHApPUanbHble 6onesHn)

mitochondrion cytoplasm

MuUTOXOHAPUN UMEIOT
ceoto konbuesyto HK

Structure of a cell



MurtoxonapuajabHas IHK 4yenoBexka
COAEPXKUT 37 CTPYKTYPHBIX I'€HOB
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"
[TlonnreHHoe HacnegoBaHue

s [lonureHHoe HacnegoBaHUe —
HacnegoBaHMe NPU3HaAKoOB, 3aBUCALLMX OT
HEeCKONbKNX NreHOB.



" S
KomnnemeHTapHOCTb

s TaKoe B3anMOOENCTBUE reHOB, NPU KOTOPOM 2 UNnu
boriee reHOB BbI3bIBAOT pa3BMTME NpU3HaKa.
Hanpumep, y Yenoseka reHbl, OTBETCTBEHHbIE 3a
CUHTE3 MHTEPdEpPOHa, pacrnonaratoTca Ha 2 n 5
Xpomocomax. [nsa Toro 4tobbl opraHM3m 4YenoBeka
MOI NpoayumpoBaTb MHTEPPEPOH, HEODXOONMO,
4YTOOBLI XOTS Obl N0 OAHOMY AOMWHAHTHOMY annento
NPUCYTCTBOBASIO OQHOBPEMEHHO M HA 2, U HA 5
xpomocome. OBO3HaUYNUM reHbl, CBA3aHHbIE C
CUHTE30M MHTEPdEePOHa U pacnonaratromecs Ha 2
Xxpomocome — A (a), a Ha 5 xpomocome — B (B).
BapnaHnTtel AABB, AaBB, AABB, AaBe oyayTt
COOTBETCTBOBATL BO3MOXHOCTU BblpabOTKK
OopraHM3MoM MHTepdEepPOHa, a BapMaHTbl aaBs,
AABB, aaBB, AaBB, aaBB — HecnocobHOCThLI0.



" S
[MTonumepun

m — HECKONbKO reHOB OEUCTBYIOT Ha OOUH NpU3HakK
ogunHakoBo. ['1pn aTom npu dopmMupoBaHUK
Npu3Haka He Ba)XXHO, Kakou nape npuHagnexar
OOMWHAaHTHLIE annenu, BaXXHO UX KONMMYECTBO.

= Hanpumep, Ha UBET KOXKM y YernoBeka BNUseT
ocoboe BeLeCTBO — MENaHuH, coaepxaHue
KOTOpOro obecrnevnBaeT nanuTpy LBeTa ot 6enoro
00 4YepHoro (Kpome pbixero). Hannyne menaHunHa
3aBUCUT OT 4-5 nap reHos. [1Nn4a ynpolwleHna 3agaym
bynem ycrnoBHO cUMTaTb, YTO TakKuUX reHoB [Ba.
Torga reHoTUn Herpa MOXHO 3anmncaTtb — AAAA,
reHoTun 6enoro — aaaa. CBETNOKOXUE Herpbl
oyayt nmetb reHotun AAAa, mynatel — AAaa,
cBeTnble mynatbl — Aaaa.



" S
[MnenoTponus

= [lnenorponua — BnnaHMeE oOHOroO reHa Ha
NosiBIIeHNE HECKONMbKNX NMPU3HaKoB. [Tpnmepom
MOXET CITY>XUTb ayTOCOMHO-OOMUHAHTHOE
3aboneBaHue 13 rpynnbel HACNeACTBEHHbLIX NATONOrMn
coeguHuUTenbHONW TKaHU. B Knaccuyeckux cnyyaax
nvua ¢ cuHgpomom MapdaHa BbICOKMK
(QonmMxocTteHoMenus), UMeT YOITMHEHHbIE
KOHEYHOCTW, BbITSHYTbIE Nanblbl (apaxHog4akTuns)
N HeJopasBUTUE XNUPOoBOU KnetvaTkn. Nommumo
XapaKkTepHbIX NUBMEHEHNN B OpraHax OnopHO-
asuratenibHOro annaparta (yanMHeEHHble TpybyaTtbie
KOCTW CKeneTa, runepmMobunbHOCTL CyCTaBoB),
HabnogaeTcs NaTtonorns B opraHax 3peHns u
cepaevyHoCoCyanCTOMN CUCTEMBI, YTO B KITaCCUYECKUX
BapuaHTax coctaensdeT Tpuagy MapdaHa.
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CuHopom MapdpaHa: gnutenbHbIA poCcT
KOHeuyHocTel, «lNayubu nanbubl», gedopmMmauung
nvua, gedekT xpyctanuka rnasa, nopok cepgla,
nporpeccupyrollasa rnyxora v T.n.
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" A

x CnHopom MapdaHa nony4umn cBoe Ha3BaHUE OT
doamununm ppaHuysckoro neagunatpa A. MapdhaHa,
KOTOPbIV BNepBbIE NpeacTaBui onucaHme 5-
neTHen aeBodkun abpuerb ¢ HEOObIYHbIMMN,
HenpepbIBHO NPOrpeccupyoLiMMm aHoMannamm
CKeneta, 1 gan natosiorum CBoE NMS.
PacnpocTtpaHeHHOCTb cnHapoma — 1 cnyyaum Ha
10000 yenoBek. Puck poxaeHusa pebeHka ¢
cuHgpomom MapdhaHa noBbILLAeTCa nocre
OOCTMXEHUA OTLUOM Bo3pacTa 35 neT u gocTturaet
50% npu HanM4yMn naTonornm y ogHoro mn3
poauTtenen. B ee ocHoBe NeXUT aedekT
BaXXHEWLLEro reHa, otBe4valoLlero 3a CMHTes3
KonnareHa.



" JE—

s be3 neyeHuns npogomMKNTENBHOCTb XXU3HU
nvy c cnHapomom MapdaHa 4acTto
orpaHmnymneaetca 30-40 rogamu n cMepTb
HacTynaeT BCreacTBue paccrameatoLlencd
aHEBPU3Mbl aOPTbl NN 3aCTONHOU
cepaeyHon HegocTtaTovHOCTU. B cTpaHax ¢
Pa3BUTbLIM 30paBOOXpPaHEHNEM DOMbHbIE
YyCMeLluHOo neyaTtca n goXuBarT 40
NpeknoHHoro Bo3pacta. Cpean N3BECTHbIX
NCTOPUYECKMX NMNYHOCTEN AaHHbIN CUHOPOM

npoasnanca y A. JlnHkonbHa, H. [MaraHunHu,
K.N. YykoBckoro
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onucTa3s

nogasrieHne ogHMUM reHoM Apyroro, HeannernbHoro.
[Tpmepom anucTasa MOXET CNyXuTb "Gombencknm
doeHomeH". B NHOaun onncaHbl ceMbin, B KOTOPOWU
poautenun nmenun stopyto (AO) n nepsyto (00)
rpynny KpoBsu, a nx getm — yetseptyto (AB) 1
nepsyto (00). YTobbl pebEHOK B TAKOW CEMbE UMET
rpynny Kposu AB, maTb JOMMKHA UMETbL rpynny
KpoBu B, HO HMKaK He O. bblno BbIACHEHO, YTO B
cucteme rpynn kposu ABO nmetoTcs peueccmBHble
reHbl-moandomnkaTopsbl, KOTOpble NMoaaBMAlT
9KCMNpeccuo aHTUreHoB Ha NOBEPXHOCTL
3pUTPOLMTOB, N PEHOTUNNYECKU Y YenoBeka
nposiBnsercs rpynna kposu O.



" JEE

= ElLle ogHUM npumepom anuctasa MOXeT
CIY>XUTb nosiBrieHne benbix anbOMHOCOB B
CeEMbe TEMHOKOXUX. B gaHHOM cny4vae
PELIECCUBHbIV reH NogaBnseT BbipaboTKy
MernaHuHa, 1 ecnm YenoBeK roOMO3UroTeH
Mo 3TOMY reHy, To He3aBNUCUMO OT TOrO,
Kakoe KONMmMyecTBO AOMWUHAHTHbIX MEHOB,
OTBETCTBEHHbIX 32 CUHTE3 MernaHuHa, OH
MMEET, OKpac KOXW y Hero byaert
anbbunoTnyeckmnm






" BN
CuHapom Moppuca

s — CUHAOPOM HEYYBCTBUTESIBHOCTU K
aHOporeHam (CMHOPOM TECTUKYNSAPHOM
dheMnHM3aumMn) NPosBNSAETCA HAaPYLLEHNAMM
NOSI0BOro pa3BUTUSA, KOTOPbIE pa3BMBalOTCS
B pe3ynbraTte crnaboro pearmposaHus Ha
MY>KCKME NOMOBbIE TOPMOHbI Y AL C
MY>XCKUM Habopom xpomocom (XY).



" J—

s CuHgpom TectukynspHon doemuHusauymm (CTO)
Bnepsble onncaH B 1817 rogy 6aBapcknum Bpavom,
OH OnucbIBan, Kak rnpu BCKPbITUM Tpyrna 23-NeTHEN
XXEHLUWHbI Cry4YanHO ODHapYXunn An4kn, a MaTKy U
npuaaTku HamTmn He cmor. MHoro no3xe, B 1893
roay, npodeccop MoOCKOBCKOro yHMBepCUTETA
OoKTop meanumHbl Cepren ViBaHoBmnY bnaroBonvH
(1865—1947) Bnepsble B pyCCKOWU MeaAULMHCKOW
nuTepartype onncan gaHHbI CUHOPOM.

a CTO Hambonee nonHo onuncax B 1953 roay
aMepUKaHCKUM rmHekonorom [>xoHom Moppucom
(1911-1993 r.), UMA KOTOPOro 1 NOSy4Yusn aToT
cuHgpom. OH cBen BoeanHo onncaHme 80
KIMTMHUYECKMNX CIy4YaeB, KOTOpble ObINn Ha TOT
MOMEHT B MEAULMHCKOWN nnuTepaTtype, 1 aBa
KITMHUYECKMX Cny4asa N3 cCOOCTBEHHOW MPaKTUKM.



" JE

a CTO o4yeHb peaoK — No AaHHbIM pas3HbIX
aBTOPOB, YaCToTa ero CoCTaBdeT OT
1:65000 go 1:10 000 mMy>X4mH
(Mcnonb3yrTCA B OCHOBHOM AaHHbIE MO
4YacToTe ODHapyXXeHUA MYXXCKUX roHa B
rPbKEBOM MELLIKE Mpn onepaTtmBHOM
nevyeHnn NaxoBOn FPbKU Y «KEHLLMUHY ).
Takon pa3bpoc B AaHHbIX O
pacrnpocTpPaHeHHOCTU CMHOPOMA
TECTUKYNAPHON peMUHU3aLNN CBA3AH C
TeM, YTO OOBOJSIbHO YacTo 3aborneBaHue
OCTaeTCcHd Hepacno3HaHHbLIM.



bonbLUIMHCTBE UCcnegoBaHnUin NaLMEHTOB C
cuHgpomom Moppuca onncaHa He TOMbKO UX
donsunyeckasi npuBneKkaTenbHOCTb, HO U
NCKITIOMUTENBbHASA OEeNOBUTOCTb, dn3nveckas u
YMCTBEHHAA akTUBHOCTb. [1peBocxoacTBo B
donsnyeckonm cune, ObICTPOTE N NOBKOCTU Oaxe
NOCNYXXMO NOBOAOM AN UCKITIOYEHNS XKEHLNH U
aeByllek ¢ cnHgpomom Moppuca m3s XKeHCKnx
CNOPTUBHBLIX COCTA3aHUN. HecMoTpst Ha TO YTO B
nonynaunm CUHOPOM KpanHe pegok, oH
obHapyxmBaetcs nodtn y 1% Bblgaromnxcs
crnoptcMeHoK — 310 B 600 pa3s valle, YeM MOXHO
ObiNo Obl OXKaaThb.



" J
n Benukas «HeXXeHLUHbI»:

7/ 0cODeHHOCTEN, KOTOPbIE NO3BONUIN YyTBEPXAATb, YTO Y XKaHHbl A'ApK Obis
cuHgpom Moppuca.

>KaHHa o'ApK o4eHb ObICTPO M XOPOLLO Hayyusach BradeTb OPYXUEM,
NpeKpacHo gepxxanacb B ceagne, obnagana 6onswon orusnyeckom cunown.

s OHa Obina BbICOKON, CTPOMHOW, CTaTHOM AEBYLLKOW, ANTMHHOPYKOW K
ONMHHOHOIOW, C OYEHb NPUBEKaTENbHbLIM NULOM (YacToe onucaHme
BornbHbIX ¢ cuHapomMmom Moppuca).

= [leByLUKa nposABnana nocnegoBaTeribHbIN U CTOUKUN FrepOn3M
(TOHM3UpYloLWee aencTene aHgporeHos npu cmHgpome Moppuca).

= KaHHa Hocuna MyXCcKoe nnaTtbe U OTKasbiBaracb OT HEr0 O4EHb HEOXOTHO
(ocobeHHOCTL cuHapoma Moppuca — CKIOHHOCTb K TPaHCBECTU3MY).

s KaHHa LI,'ApK nposABIidila B BOEHHbIX, OPraHn3auMNOHHbIX U NMOJTIMTUHECKNX
aenax yauBmnTesibHO 3jpaBblt CMbICJ1, C006pa3I/ITeJ'IbHOCTb, NPaKTNUnN3Mm
(J'II-OD,HM C CMHOPOMOM Moppmca npucywmn 3HEPrmM4HOCTb U LI,eJ'IOBMTOCTb).

s KaHHa a'Apk nposBunia UCKIMIOYNTESNbHbIN UHTENMEKT, 3aCTaBmMB aHrn4aH
CHATb ocany ¢ OprieaHa; 3agaJy, KOTOPYH nNpoyvne gopaHLy3cKkme
BOE€Ha4allbHMKM Mnoc4YMTanu HEBbLINOSTHUMOW, OHa peLunna 3a YeTbipe gHS
(obnagatenen cmHgpoma Moppuca oTnnmyaeT curnbHasi BOSiss U BbICOKUN
NHTESNEKT).

=  AmMeHopes (Y naunmeHToB HMKorga He bbiBaeT MeHCTpyaunun).



s Koponesa AHrnmun Ennsaeete Togop
(1533-1603)



