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[naBa 9

KNNHUKO-FEHEANTOTMYECKUIA METO/,
KOCBEHHASA AHK-ANMATHOCTUKA

TEOPETUYECKUI OB30P

YenoBek — cnelnpuyeckuii 00beKT reHeTUYeCKOro aHaIn3a.

P JIns1 4delloBeKa HENMPUMEHMM OCHOBHOM METON TeHETHYeCKUX
HCCIIeTOBaHMI, a UMEHHO: METOI 3KCIIEPMMEHTAIbHOI THOpH-
JIU3alUU, MOCKOJbKY JaHHBIM METOJ BCTYIMAaeT B HEMpPEeOodou-
MO€ IPOTUBOpeYre C OOIleueOBeUeCKUMM HOpMaMu MoOpaju
u Jexnapauun OOH o «[IpaBax yeaoBeka».

P Penkast cMeHa MOKOJeHU# (B cpeaHeM uepe3 25 jeT) He JaéT
HCCIeA0BaTENI0 BO3MOXKHOCTh 00ClIiefoBaHUs Ooyee TPEX MOKO-
JIEHWI OJHOW CEMbW OJHOBPEMEHHO.

P Majnoe KOJMYECTBO JIeTell B COBPEMEHHOI CEMbE HE TMO3BOJISIET
MPOCEAUTD pacilleTIeHUe ITPU3HAKOB 10 3aKoHaM MeHesl.

» Bonpliioe KOJM4YeCTBO TPYIIII CLeTUIeHHS (23 y XKeHIIUH U 24 y MyX-
YMH) TaKXKe 3aTPYAHSIET aHATU3.

» B To ke BpeMs eCTh U TTOJIOKUTENbHBIE CTOPOHKI. [Ipexae Bcero,
YeJJ0OBEK OTHOCUTCS K OTHOMY 13 XOPOIIIO N3YYCHHBIX OMOJIOTYE -
ckux BuaoB. YenoBeuecTBO obJagaeT MaTepUaibHON KyJIbTYpOi
(mUChbMEHHBIE U MHbIE UCTOYHUKU MH(OPMaIlUM, B YACTHOCTHU
HUCTOpUU 0OJIe3HH, aKThHI pOXXAeHMS 1 cMepTH). M HakoHelr, Bpad
MOXET YCTAaHOBUTH JIMYHBIM (peUyeBOl) KOHTAKT C IMAllMEHTOM
MpU ero oociaen0BaHUN.

KnuHuKo-reHeanornyeckum merop

I'eneanornueckuit MeTon — M3ydeHUE POJOCIOBHON (reHeaaoru-
YEeCKOTO ApeBa), ¢ IMOMOIILI0 KOTOPOIrO IPOCIEKUBACTCS pacIpeie-
JIEeHHe KaKoro-jau0o MpU3HaKa B CEMbE WIM POAY C yKazaHMeM TUIla
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POICTBEHHBIX CBSI3eil MeXAy 4YieHaMu POIOCIOBHOH. B memunmH-
CKOIi TeHETUKE TAKOM METO Ha3bIBACTCS KIIMHUKO-TE€HEAIOTUISCKIIM.
DTO OIWH U3 CaMBIX pacIPOCTPAHEHHBIX METOIOB U3YUCHUSI TeHETUKH
yeynoBeka. C ero moMoOIlbIO0 ObUIM YCTaHOBJEHBI 3aKOHOMEPHOCTU
HacJIeMOBaHWSI MHOTMX IIPU3HAKOB YEJIOBEKAa, a TakKKe BBISIBICHBI
3a00seBaHMsI, UMEIOIIME HaCeICTBeHHYIO Tpupoay. JlocronmHcTBa-
MM JaHHOI'O METOA SIBJISIIOTCS €ro IMPOCTOTa U JOCTYITHOCTb KaK ISt
Bpaua, Tak 1 111 anueHTa. KimmHrKo-reHealorndeckKuii MeToa Cun-
TaeTCs YHUBEPCAIbHBIM W IIUPOKO IIPUMEHSIETCS TP PEIIeHNN Me-
JOULIMHCKUX (MPaKTUYeCKUX) U (DyHIAMEHTAbHbBIX (TEOPETUYECKUX)
3amad, HaImpuMep Mpu:

» ycTaHOBJIEHUUW HACJIEACTBEHHOTO XapaKkTepa Mpu3HaKa;

» ornpeneseHUY TUIa HacleI0BaHMS MpU3HaKa WIU 3a00J1eBaHMUS;

» OolieHKe ITIeHEeTPAaHTHOCTU I'eHa;

» aHanM3e CUEIJIEHUsI TeHOB U KapTUPOBAHUM XPOMOCOM;

» U3y4yeHUM MHTEHCUBHOCTU MYTallMOHHOTO IIpoliecca;

» yCTaHOBJIEHUU TUIIOB B3aMMOICHCTBUS T€HOB.

KnamHuko-reHeasornyeckuii MeToj BKJIOYaeT B ce0sl 1Ba OCHOB-
HBIX 2Tarna: 1) cocTaBiieHUe POIOCIOBHOI U 2) aHAJIU3 POIOCIOBHOMA.

Kaxk npaBuiio, pomocioBHasI COCTABISICTCS IS U3YYEHUST OMHOTO WA
HECKOJIbKMX MPU3HAKOB, OHAKO MPU M3yuyeHUU Oojiee IBYX MPU3HAKOB
OJTHOBPEMEHHO CTAaHOBUTCS TPYIHO YCTAHOBUTh XapaKTep Hacaed0BaHUSI.

CylecTByeT IpaBUjIO: YeM OOJIbIIE ITOKOJICHUI BOBJICYEHO B CO-
CTaBJICHHE POAOCIOBHOM U yeM 6oJiee OOLLIMPHOI OyAeT MH(pOpMaLUs
0 YJIeHaxX POAOCIOBHOM, TeM 0oJiee TOUYHBIM OYAET pe3yabTaT. OObIYHO
IaHHBIe coOupaloTcs B (popMme ompoca U/WIM ¢ M3Yy4eHUEeM MEIM-
IIMHCKUX KapT (UcTopuii 60jie3HU) ceMbu. JleaTh OKOHYATEIbHBIE
BBIBOJIBI TOJIBKO HA OCHOBE OIpOca 1 aHaJIM3a POIOCIOBHOI Oy/IeT He-
BepHBIM. C IIe/IbIO TTIOATBEPXKICHUS CIeJIAHHBIX BBIBOIOB HEOOXOIMMO
MPOBOANTH AOTOJHUTENIbHBIE KIMHUYECKKUE U JabopaTOpHbIe Mcce-
noBaHus. st cocTaBlieHUsT POIOCIOBHONM MCITOIB3YIOT CelMaIbHbIe
cuMBoOJIbI (puc. 9.1).

OTrnpaBHO TOYKOI /151 COCTaBICHUS U aHAJIN3a POJOCIOBHBIX SIB-
Jsercs yenoBek (rmpodan). OObIYHO 3TO WM OOJIbHOM, UJIM HOCUTEb
onpelenéHHOro Mpu3HaKa, HacjeloBaHHWE KOTOPOIro HEeOOXOAUMO
n3y4nuTh. B cocTaB pomociioBHOM BHOCSITCSI UCKITIOUUTEIBHO OMOJIO-
TMYECKHe POICTBEHHUKM, POICTBO MEXIY KOTOPBIMHU YKa3bIBaeTCs
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Puc. 9.1. OCHOBHbIE CUMBOIbI, PEKOMEHAYEMbIE K MCMOMb30BAHNIO MPU COCTABIIEHUN PO-
J0CMOBHOW: 1 — nnLa MY>CKOr0 Nona; 2 — NiNLIA XKeHCKOro nona; 3 — nos HeU3BecTeH
(A — 3popoBble, b — 60sbHbIE); 4 — HECKOJIbKO YenoBek (A — 41cno n3secTHo, b —
4Y1CNO HEM3BECTHO); 5 — Npo6aHg; 6 — ymepLuune; 7 — 6pak; 8 — POACTBEHHbIN 6pak;
9 — cmbebl (meT 0fHON poanTenbCKoii napbl); 10 — MOHO3UrOTHbIE 61M3HeUbl; 11 —
QU3UTOTHbIE 6/1M3HELbI; 12 — 06NUraTHbINA FTETEPO3UTOTHBLIA HOCUTENb MYTAHTHOrO reHa
(KMHWYeCKmM 3L,0P0OB 1 He 3a60seeT); 13 — HOCUTeNb MYTAHTHOrO reHa Ha NMPecummnTo-
MaTW4eCKOW CTagun (MMeeT BbICOKWIA PUCK 3a60MeTb MO JOCTUMXKEHUU COOTBETCTBY-
toLLero Bospacrta); 14 — 6e3aeTHbli 6pak; 15 — BbIKMUABIL; 16 — MeANLMHCKNIA a60PT;
17 — ycblHoBNEeHMe [u3: MnnapuowkuH C.H. v ap., 2002]
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CBSI3YIOLIMMU JUHUSAMU. UYJIEHOB POMOCIOBHONM OZHOIO ITOKOJICHUS
pa3MenaloT Ha OJHOM YPOBHE U KaXIoe IMOKOJeHHEe 0003HAYaloT
puMckuMHu Hudppamu. YaeHOB pogoCIOBHONW (MHIUBUAOB) B OTHOM
IMOKOJIECHUU — apabCKUMMU.

Ilepen cocraBiieHMEM POIOCIOBHON OUYE€Hb BaXKHO YCTAaHOBUTH
XapakTep MpU3HaKa: SIBJISICTCS JIM OH HAacCJeIyeMbIM WIM Xe MPUo0-
perénHbIM. Hanpumep, eciim 6epeMeHHas KeHIIMHa paboTajia B He-
GJIATONPUSATHBIX YCIIOBUSIX MPU KaXI0il OepeMEeHHOCTU, TO BIIOJIHE
BO3MOXHO, UYTO ITOTOMCTBO OyAeT OOHapyXuBaThb CXOAHbIE (heHO-
TUMNWYECKUE MPU3HAKU, YTO BOBCE HE CIYXUT CBUAETEILCTBOM Ha-
clieacTBeHHOTO XapakTepa (cMm. Oo1ias reHeTuka, riaasa 8). Mccnenys
pa3Hble MOKOJIEHUS, MOXHO C OOJbIIE BEPOSITHOCTHIO MCKIIOUUTH
JIEeUCTBUE CXOOHBIX BHeIIHUX akTopoB. Ilociie Toro kxak Haclien-
CTBEHHAasI MPUPOIA yCTaHOBJIEHA, MOXHO COCTaBUTh POMOCIOBHYIO
Y OIPENCIUTh TUIT HACIeIOBAHUSI.

Bo3MoxHbBIe OIIMOKK IIPU aHAJIM3€ POIOCIOBHEIX MOTYT OBIThH CBSI-
3aHbI ¢ HEBEPHBIM OIMpPEICICHUEM OTLIOBCTBA (SIBJISIETCS JIM MY>KIMHA
OMOJIOTMYECKIM OTIOM). B HEKOTOPBIX COLIMANIBHBIX IPYIIIax HETOU-
HOCTH OITpeAe/IEHHsT OTLOBCTBA cocTaBistioT 15—20%. Takke cieayet
YUYUTHIBATH OIIMOKM ITAMSITH IIPU OIIPOCAX YJICHOB POJOCIOBHOIA.

HacnegoBaHue MOHOreHHbIX NPU3HAKOB Y UeNoBeKa

Brigarommiics MeauMHCKUN reHeTMK Buktop Mak-Krblocuk
B 1966 r. co3man 1 onyo0JMKOBaJ KaTaJor HOPMAaJIbHBIX U ITATOJIOIHU-
YeCKMX NPU3HAKOB YejIOBEeKa, MOMUMHSIOIIMXCS IIpaBWIaM MeEHIe-
JeBckoro HacimenoBaHus, — MIM (Mendelian Inheritance in Man).
B Hactosiee Bpems cymectByet onucanue 6osee 20 000 ¢heHOTUTIOB,
cpenn kKotopbix 5000 MMEOT yCTaHOBJIEHHBIN THUIT HacJIeHOBaHMSI.
DTOT Tpyd IpeTepIien yxe 12 W3gaHuii M Ha CErOTHSIIIHUI IeHb Cy-
IIECTBYET B BUIe YIOOHOI OHIAH MHTEepHET-0a3bl JTaHHbIX — OMIM
(Online Mendelian Inheritance in Man), TOCTyITHO 110 cchlIKe http://
www.ncbi.nlm.nih.gov/omim/. MoHoreHHsie 00Ji€3HU, O0YCIOBJIECH-
Hble MyTalUsIMU B OOHOM TeHe, IMOTUMHSIOTCS MEHICIEBCKUM 3a-
KOHAM HAacCJIeIOBaHUs U COCTaBISIIOT 18% ciyyaeB HacCIeACTBEHHBIX
3abosneBaHuii. K HacTosemy BpeMeHM B 06a3e naHHbix OMIM omnu-
caHo 4026 eHOTUNOB, TSI KOTOPBIX M3BECTHA MOJIEKYJISIpHAsI OCHOBA
natoreHesa, u 1719 ¢peHOTUITIOB, IJisI KOTOPBIX OHA HeM3BecTHa. ba3a
naHHbIX Disease Ontology («OHTOJIOTMS 3a001€BaHUI») CPEIU TIPOUMX
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3a00JIeBaHUIl TakKe BKJIIOYaeT B celsl KaTaJor HacjeICTBEHHBIX
oonesneit (https://disease-ontology.org/) ¢ epeKpECTHHIMU CChLJIKA-
MU Ha Ipyrue MeIUuILIMHCKME 3JIeKTPOHHbIE 0a3bl TaHHBIX.
Twum HaciaemoBaHUsA (XapaKTep cerperaluyy IaToJOIrMYeCKUX IIpH-
3HAKOB B DSy TMOKOJEHUI) SIBIASETCS BaKHEHWIIell M MOCTOSHHOMN
XapaKTepUCTUKON JIF0O00r0 MOHOI€HHOIo 3abosieBaHMsI. Kaxmomy
U3 TUIIOB HacJedOBaHUsI CBONCTBEHHBI CBOM CTPOTrO OIpeaeeHHbIe
MeHOenescKue 3akoHbl. B HacTosIIIIee BpeMsI BBIICISIIOTCS CCIYIOIINE
TUIIBI HACJIEMOBaHMSI MOHOT€HHBIX 00JIe3HEe! yesloBeKa:
P ayTOCOMHO-IIOMWHAHTHBII M ayTOCOMHO-PELIECCUBHBI — Xa-
pakTepHbl IS 3a0oJieBaHUI, I'e€Hbl KOTOPBIX JOKaJIM30BaHbI
Ha ayTOCOMax;

P X-ClIeTJIeHHBIIT JOMUHAHTHBINA U PELECCMBHBIA — XapaKTepHBI
JIJ151 3200J1€BaHUI, TeHbI KOTOPBIX PACHOJIOKEHBI Ha X-XPOMOCOME;

P Y-cueruieHHBIN (rolaHIpUYecKUii) — XapaKTepeH UIST PeaKux
(EeHOTUTMYECKMX MPU3HAKOB, OIpeaesieMbIX FTeHaMU Y-XpOMO-
COMBI;

P MUTOXOHIPHUAJIBHBIN (MaTepUHCKII) — XapaKTepeH IJIsT 3a00JIe-
BaHMI, CBSI3aHHBIX ¢ MyTallMSIMU MUTOXOHAPUAIbHON 1€30KCH-
puboHykiaernHoBoi kucaoThl (JIHK).

AyTOCOMHO-AOMUHAHTHbII TN HACNeA0BaAHNSA

AYTOCOMHO-JTOMWHAHTHBI THUIT HacJieHOBaHUSI OOJIE3HW BCTpE-
yaeTcs B ClIydasiX, KOrja IaTOJOTUYECKUIN TeH SIBISIETCS JOMUHMU-
pyomyM (110 OTHOLIEHWIO K HOPMAJbHOMY T'e€Hy M3 TOM Ke ITapbl)
U OIIpeaessieT pa3BUTHE CUMITOMOB 3a00JIeBaHUS HE TOJBKO B TOMO-
3UTOTHOM, HO Y B T€TEPO3UTOTHOM COCTOSIHUM — Ha OOHON U3 IBYX
TOMOJIOTUYHBIX HEITOJIOBBIX XPOMOCOM (AyTOCOM).

OOBIYHO TPU AYTOCOMHO-AOMMHAHTHBIX 3a0ojieBaHUSIX B Opake
0O0JIBHOTO M 300POBOT0 WICHOB CEMbHU paclpenejieHre ajjieieii UMeeT
BuA Aa X aa (rme A — JOMUHAHTHBIM MYTaHTHBIN T'eH, a — PelleCCUB-
HbI HOpMaIbHBIN TeH) (puc. 9.2).

PonocnoBHast ¢ ayTOCOMHO-IOMWHAHTHBIM TUIIOM HacCJIeIOBaHUSI
nMeeT XapaKTepHble Mpu3HaKu (puc. 9.3):

1. Ilpssmast mepemada 0OJie3HM OT OMHOIO MM OOOMX POAUTENIEH

CBOMM ITOTOMKaM («BepTUKaJIbHas» Tepenada 00Je3HU); Hepe-
KO MOXKET TIpOCJIeXKMBaThCs MaHUdecTaus 3a00JIeBaHNST B He-
CKOJIbKUX TTOKOJICHUSIX.
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A

P AA X aa
| |
[[ameThbl A a
F, Aa
100%
B p
Aa X Aa

[[ameThbl A a A a
I:1

Bp Aa X aa
[ameThbl A a a
F

50%

Puc. 9.2. PacnpefeneHune annenen reHa 3a60oneBaHus 1 BepOATHOCTb NPOSIBAEHNS 40-

MWHAHTHOIO NPU3HaKa y NOTOMCTBA pasnnyHbIX nap: A — 6ONbHOA POAUTENb UMe-

€T [1Ba AOMMWHAHTHbIX MYTaHTHbIX reHa; b — Kaxabli u3 poauTenei 60neH U UMeeT

M0 OAHOMY JOMUHAHTHOMY MYTaHTHOMY reHy; B — 60MbHOI poanuTenb UMeeT OANH
JNOMWHAHTHbIA MYTaHTHbIA FeH

2. CooTHOIlIEHME OO0IbHBIX 1 3I0POBBIX JIULI CPEIH IIOTOMKOB 0O0JIb-
HOTO WHAMBUAyyMa NpuoOIkaerca K mnokaszarento 1:1 (50%).
JIpyruMu cioBamMu, IJist KaxKI0ro U3 JeTeil — IMMOTOMKOB 00JIbHOTO
POIUTENISI PUCK YHACTIEIOBATh MYTAHTHBIN FeH, TO €CTh PUCK BO3-
HMKHOBEHUsI 3a00sieBaHusI, cocTaBnseT 50%.
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Puc. 9.3. PofjocnoBHas cembM C ayTOCOMHO-JOMWHAHTHbIM 3a60/1eBaHNEM (Hanpu-

mep, 60M1e3Hb XaHTUHITOHA, MUOTOHWUYeCKas aucTpodus, cuHapom MapdaHa, 60nb-

LUMHCTBO BapMaHTOB MOTOPHO-CEHCOPHOM HeBponatun LLapko—Mapu-Tyta) [u3: Un-
napuouwkuH C.H. n ap., 2002]

3. My>XXUMHBI M XEHIIMHbI MOABEPXKEHbI 3a00JE€BAHUIO OOBIYHO
B paBHOM CTENEHM; B PEIKMX CIydasix MOXeT HaOoaaTbes 6ojiee
BBICOKAsI IICHETPAHTHOCTD T'eHa U 0oJiee TSLKEIoe TeueHue 3a00-
JIeBaHMSI Y JIUI] OMHOTO I10J1a, Yallle y >KeHIIVH.

JloMUHaHTHBIE TeHbl 00JlafaloT Pa3IUUYHON HeHempaHMmMHOCHIbIO,
TO €CTb BEPOSITHOCTBIO IIPOSIBIICHMSI MyTAHTHOTO T€HA y €r0 HOCHUTE el
(cM. OOmiag reHetuka, rjaasa 8). IleHeTpaHTHOCTb reHa COCTaBISIET
100%, ecnu B ceMbe 3a00J1eBalOT Bee HocuTen MyTtauvu. [pu Hemo-
HOI1 IIEHeTPAaHTHOCTH OTAEJIbHBIC WICHBI CEMbI — 3aBeIOMBIC HOCUTEIN
MyTal — MOTYT OCTaBaThCsl KIIMHUYECKHU 30POBBIMHU, HO TIEpPe1aBaTh
MYTaHTHBII TeH 1 3a00JIeBaHKE CBOUM JETSIM; B TAKUX CJIydasix TOBOPSIT
0 «IIPOIMYCKE MOKOJICHUST» B POIOCIOBHOM (CM. puc. 9.3, MOKoNIeHne —
III, muuo xeHckoro nona — 5). [1pu 1TaHHOM TUITEe HACIEeIOBaHUS OT-
CYTCTBUE CUMIITOMATUKU y POAUTEsIel OOJbHOIO MOXET OOBSICHSTHCS
HETIOJIHOH MeHETPAHTHOCTHI0 MYyTaHTHOTO Te€HA, JIOKHBIM OTIIOBCTBOM
WA BOSHUKHOBEHUEM MYTALIUU de novo.

JIoMMHaHTHBIE TeHbl O0JaNaloT TaKXKe pa3IudHOU 3KcHpeccusHo-
cmbi0, TO €CThb BBIPAKEHHOCTBHIO CITIEKTpa KIMHUYECKUX ITPOSBICHUI
Oosie3Hu y HocuTeneit mytamuu (cMm. Ob1asi reHeTuKa, rjiasa 8). Beico-
Kasl 3KCIPEeCCUBHOCTb MYTAHTHOI'O T'eéHa IPUBOIUT K BOZBHUKHOBEHUIO
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Pa3BEPHYTON KIMHUYECKON KapTUHBI 00Je3HU, HU3Kash — K MaHU(pe-
cTauuu CTEPToii e€ (popMbl («DpycTpupoBaHHas» popma, forme fruste).
[TpaBusbHASI TMATHOCTUKA TAKUX CTEPTHIX (POPM UCKITIOUMTEIHLHO BaXK-
Ha IUISI MEINKO-TeHETUYECKOTI0 KOHCYJIbTUPOBAHUSI, TTOCKOIBbKY JIUIIA
C TSDKENONM M CTEPTON KIIMHUKOW paBHBIM 00pa3oM SIBIISIIOTCSI HOCH-
TeJISIMU MYTaHTHOT'O T'eHa U MOTYT IIepenaTh 3a00JieBaHe IIOTOMKAM.

M3BecTHBI peakue MpUMEpPbl ayTOCOMHO-IOMUHAHTHBIX 3a00J1e-
BaHMII, pa3BUBAIOIINXCS B Pe3yJIbTaTe HACJACHOBAaHUS PElleCCUBHBIX
MyTallii (IOMUHUpPOBaHME HAa YPOBHE OpraHu3Ma, a He KJIeTKHN). DTo
BO3MOXKHO B IBYX CJICAYIOIINX CIyJasixX.

1. Ins mposBieHus (eHoTuna HeoOXOIMMO, MOMHUMO OJHON
YHacJIeHOBaHHOI BCeMU KJIETKAMU OpraHM3Ma MyTallu, BO3HUKHO-
BEHUE 6MmOopoil Mymayuy Ha YypOBHE cOMaTUUYecKoi kieTku. Hampu-
Mep, TIpY CeMEeHOI peTUHOOIACTOME TeTEPO3UTOTHOE HOCUTEIIHCTBO
pelieccuBHOI MyTauuu B reHe RBI He COMpoBOXAAETCS KaKO-IMO0
matojiorueii. OmHako ¢opMHpOBaHME Ha MPOTSKEHWU XKU3HU eIné
ofHo# Mytaluu RB X0Ts Obl B eIMHCTBEHHOM KJIETKE CeTYaTKU (4TO
caMo 1o cebOe SIBIISICTCS OTHOCUTEIBHO HEPEOKWUM COOBITHEM) IIpU-
BOJIUT K TMOJIHOM MHAKTHMBALIMU T'€Ha W Pa3BUTUIO PETHMHOOJIACTOMBI
13 MYTaHTHOTO KJIETOYHOTO KJIOHA.

2. B cnyuae eenommoeo umnpunmurea TeH TpaHCKPUOUPYETCS TOJIBKO
C XpPOMOCOMBI, YHACJIEAOBAHHOM OT OJHOIO M3 poauTesieil (oTHa Jmbo
MartepH). B Takoli cutyalmm «1oMMHaHTHas» Tiepenada 0071e3H1 B POJIO-
CJIOBHOI OyIeT 3aBUCETh OT M0JIa POAUTE]IS, IIepeaaroIIero 00Ie3Hb.

AyTOCOMHO-PeL,eCcCUBHDbIN TUN HACNER0BAHUA

AYTOCOMHO-PEIICCCUBHBIN TUII HACJeAOBAHUS HaOIIOHAeTCs TPy
3a00JIeBaHMSX, U1 MaHU(ECTalluM KOTOPBIX HEOOXOAMMO MPHUCYT-
CTBHME MYTaHTHOT'O F'eHa B TOMO3UTOTHOM COCTOSTHMU, TO €CTh Ha 00enX
TOMOJIOTUYHBIX XPOMOCOMaX. [ eTepo3UroTHhpIe HOCUTEIW MYTalluu
OCTAIOTCSI KJIIMHUYECKHU 3I0POBBIMU OJlaromapsi TOMY, YTO OEJIKOBBIi
MPOAYKT BTOPOI (HOPMaJIbHOI) KOIIMM JAHHOIO T€Ha CUHTE3UPYeTCs
B KOJMYECTBE, ITOCTATOYHOM JUISI TOIEPXKAaHUSI COOTBETCTBYIOLIEH
(byHKUIMK Ha (U3NOJIOTUYECKOM YPOBHE. B TMIIMYHEBIX ClTydasix ayTo-
COMHO-PEIIECCUBHOIO HAClIeI0BaHUsI TEHOTUN POauTeIei OOJBbHBIX
nMeeT BUIO Aa X Aa, rme a — pelecCUBHBIN MyTaHTHBIN TeH, A —
JOMWHAHTHBIA HOpMaJibHbIN reH (puc. 9.4). Eciu 60JbHOI BCTymaeT
B Opak ¢ IpyruM OOJIBHBIM C TeM 3Ke 3abojieBaHMeM (TUTT Opaka aa X aa)
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A
P /Aa\ X /Aa\
[ameThbl A a A a
F1
B p
aa X AA
| |
[ameTbl a \ / A
|:1 Aa
aa— 0%
B
P Aa X aa
[ameTbl A a a
F1
rp
aa X aa
| |
[ameThbl a a
F, aa
100%

Puc. 9.4. Pacnpefenesue annenei reHa 3abosieBaHns 1 BEPOATHOCTb MPOABNEHNA

PEeLEeCcCMBHOIO NpKU3HaKa y NMoTOMCTBA pasnuyHblX nap. A — o6a poauTens UMerT

PeLeCCUBHbIN MYTAHTHbINA reH (HocuTtenu). b — o0AnH U3 pOAMTENen UMeeT fBa peLec-

CUBHbIX MYTaHTHbIX reHa. B — oauH n3 pogutenen 6051eH, BTOPO ABISETCH HOCUTE-
NeM PeLecCMBHOMO MyTaHTHOrO reHa. [ — o06a poautens 60/bHbl
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JINOO € TeTepO3UTOTHLIM HOCUTEJIEM MYTallU B TOM e TeHe (aa X Aa),
TO TaKOil XapakTep Iepeaadyrd ayTOCOMHO-PELeCCUBHOIO 3a001eBaHUS
Ha3bIBAETCS 1Ce80000MUHAHMHBIM.

PomocioBHass ¢ ayTOCOMHO-PELIECCUBHBIM THUIIOM HAacCJIeIOBaHUS

MMeeT XapaKTepHbIe Mpu3HaKu (puc. 9.5):

1. boie3Hb MPOSIBISIETCSI B OTHOM IIOKOJICHUHU CPEIU Ccu6C08, TO €CTh
cpenu OpaTheB/CeCTEp — HeTell OMHOM POMUTENIbCKON IMaphi;
POIUTEIN TIPA 3TOM KIMHWYECKM 3IOPOBBI («TOPU3OHTAIbHAS»
nepeaaya 00JIe3HM).

2. onst mopaxk€HHBIX CUOCOB Cpelu BCeX TOTOMKOB OIpeIeIE HHOM
POIUTENBCKOM Maphl COCTABISET OKOJIO 25%; pUCK pa3BUTHS 3a-
0oJieBaHUS y KaXXI0ro pedb€HKa COOTBETCTBYIOIIEH POAUTEIBCKOMN
Iapbl TaKKe cocTaBiseT 25%.

3. Y pomuteneit GOABHBIX AETEl 4aCcTO MMEET MeCTO KPOBHOPO.-
cTBeHHBIN Opak. ITocKoNbKY y OJU3KMX POACTBEHHUKOB B I€HO-
TUIIE TIPUCYTCTBYET MHOTO OJMHAKOBBIX PELIECCUBHBIX aJlIeNIei,
B TOM YMCJI€ M MYTaHTHBIX, TO 9YaCTOTa BCTPEYAEMOCTH 3THUX ajl-
JIeJieli B TOMO3UTOTHOM COCTOSIHMH Y X ITIOTOMKOB IIPY KPOBHO-
POICTBEHHBIX OpaKax yBeIMIMBACTCS.

4. My:X4MHBI M KEHILUWHbI MOABEP>KEHbI 3a00J€BAaHUIO B PaBHOIA
CTeTNeHU.

B 6oabILIMHCTBE COBpeMEHHBIX ceMel (C y4ETOM HEOOIBbIIOro Ync-
Jla neTel y poIMTENbCKUX I1ap) ayTOCOMHO-PELECCUBHBIE OO0JIE3HU
HaXOMST BbIpaXeHUWE B BUAE CIOPaaIUYECKUX, TO €CTb €AWHUYHBIX,
cJIyJaeB; B TaKOI CUTyallul OTCYTCTBME CEMEMHOIo aHaMHe3a He CHU-
MaeT BOIPOC O TeHETUYECKON Ipupoae OOJe3HM U He MCKIIYaeT
25% puck nosiBieHMs €€ MOBTOPHBIX CJIydyaeB MPU POXKIECHUU APYIUX
JIeTel y JAaHHOM POOUTEIIbCKOMN Maphl.

. O——1]

el il

6

Puc. 9.5. PofocnioBHas ceMbi ¢ ayTOCOMHO-PELIECCMBHBIM 3a60/1eBaHNeM (Hanpumep,
MYKOBUCLM03, (DeHUNKETOHYpus, aTakcus dpuapeiixa, cnnHanbHas amuoTpoduns
BepaHura-Todmana) [u3: Unnapuowwkud C.H. u gp., 2002]
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X-cuenneHHbIN peueccUBHbIN TUN HACNER0BaHUA

[Ipu noKanm3auy MyTaHTHOTO TeHa B X-XpOMOCOME UMEET MECTO
HacjegoBaHUE, cuenieHHoe ¢ nojiom. B abCOIIOTHOM OOJBIIMHCTBE
CJIy4yaeB TaKue IeHbl SIBJISIIOTCS. PeLIECCUBHBIMU, a TUIT HACJeI0BaHUsI
3aboneBaHug — X-cyennennvim peyeccusuvim. Ilockonbky X- u Y-
XPOMOCOMBI HE TOMOJIOTMYHBI, ¥ MY>KUMH JaXe PELIECCUBHBIN T'eH,
pacnojioXXeHHbI Ha €AUHCTBEHHOM X-XpOMOCOME, He MMEET CBOeu
mapsl (COCTOSTHUE 2eMU3UOMHOCMU) N SIBIISICTCS MAaHUMECTUPYIOIINM;
HaMpoTUB, Y KEHIIUH-TeTepO3UTOT MyTallusl Ha OJHOI U3 X-XpOMO-
COM KOMIIEHCUPYETCSI HOPMaJIbHBIM F'€HOM, PacIlOI0XEeHHBIM Ha BTO-
poii konuu X-Xxpomocombl. Takum oOpazoM, mpu X-cCUEIJIECHHOM
peLiecCMBHOM TUIIE HAcJieToBaHUs 3a00JIeBaHUEe MPOSIBIISIETCS Y MYK-
YUH, YHACJEAOBAaBIINX OT MaTepU MYTAaHTHYIO XpoMocoMy (puc. 9.6).

P X& Xa X XrY
BonbHa 3popos

A

[ameTbl
F, XA Xe XA X2 XY XeY
3popoBa 3poposa BoneH BoneH
HocUTEeNbHMLIA HOCUTESbHULIA
P XAXA X XY
3popoBa BoneH
[ameTbl XA XA X2 Y
. XAXe XAXA XAY XAY
]
3popoBa 3popoBa  3popos 3popos

HOCUTEJIbHULUA HOCUTEeNlbHULa

Puc. 9.6. Bo3mM0oXHble reHOTUMbI U (DEHOTUMbI NOTOMKOB B 6pake 60JIbHON XKEHLLMHbI
PeLiecCUBHbIM X-CLIENMEHHbIM 32001EBAHNEM 1 3LOPOBOr0 MYXXHUHbI (BEPXHAS NaHeNb)
1 60SIbHOTO MY>HWHbI 1 340POBOI XEHLLMHBI (HUKHAS NaHernb)
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PonocnoBHas npu X-cuenjieHHOM pelieCCUBHOM TUIIE HAaclen0Ba-
HUsI UMEeT XapaKTepHble ITpu3Haku (puc. 9.7):
1. 3a607eBatOT TOJBKO MY>XXUUHBI (MCKITIOUEHUS U3 3TOTO TpaBuia
KpaliHe pelKu U paccMaTPUBAIOTCS HUXE).

2. 3a0oneBaHKe TepenaéTcsl KIMHUYECKU 3IOPOBBIMU KEHIIMHA-
MU -HOCHUTEJIbHUIIAMU TTOJIOBUHE CHIHOBEIA.

3. OtcyTcTBYeT MpsiMas repegada 00JIe3HN OT MYXKYMH X CHIHOBbSIM
(CBIHOBBSI BCeraa HacIeAyIOT OT OTIIa HOPMAJIBLHYIO Y-XPOMOCOMY).

4. Bce mouepu OONIbHBIX-MYKUKMH SIBJISTFOTCS KJIIMHUYECKU 300POBHI-
MU T€TePO3UTOTHBIMU HOCUTEJIbHULIAMU MyTalliH.

B cBs131 ¢ TeM, YTO XKEHIIMHBI — HOCUTEJIBHUIIBI MyTAHTHOTO TeHA
OOBIYHO OCTAIOTCS KJIMHWYECKHM 3J0POBBEIMM U TIepemaloT 0oJIe3Hb
JIMIIb TIOJIOBUHE ChIHOBEU, Mpu X-CLIETIJIEHHOM THUIIEe HAacJelOBaHUS
MPOCTIEANTh CEMEHBIN XapakTep 00Je3HU ObIBAET BeCbMa HEIIPOCTO,
a YMCJI0 CHOpamTMYecKUX CIydacB HAMHOTO IPEBBHIIIAET YacTOTY Ce-
MEHHBIX (hOpM.

HMHorma y XeHIIMH HOCUTEIbCTBO MYTAHTHOIO I'€HA Ha OXHOM
13 X-XpOMOCOM He KOMIIEHCUPYeTCsI MPUCYTCTBUEM HOPMAaJbHO
(byHKIIMOHUPYOIIEH KOMWM IeHa Ha BTOpoi X-XpoMocoMe. IDTO
cIyJaeTcsl MPU pa3InIHbIX IUTOTEHETUISCKMX HAPYIICHUSIX, HAIIpU-
Mmep nipu cuHapome IllepemeBckoro—TépHepa (reHotun XO) unu

| T

2

F IR
OO éﬁéééﬁ

123456789101112131415

v
1 2 3 4 5 6

Puc. 9.7. PofocnoBHas cemby ¢ X-CLENAEHHbIM PeLeCcCrBHbIM 3a00/1eBaHNEM (Hanpu-
Mep, reMocunus, nporpeccupyrowlas MbllleyHas guctpodus [ioweHHa) [us: Wnna-
puowknH C.H. n ap., 2002]
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TpaHCJIOKAllMU KPUTUYECKOTO ydacTKa X-XpPOMOCOMBbI, a Takxke IIpu
CIBUTE MHAKTUBALIMU X-XPOMOCOMBI (CENEeKIIMHU KJIETOK, B KOTOPHIX aK-
TBHA X-XpOMOCOMa, Hecylast MyTauuio). Takue KeHIIHBI SIBJISTIOTCST
ManughecmHbIMU HOCUMEAbHUYAMY U MOTYT UMETh Pa3BEPHYTYIO JTMOO
CTEPTYI0O KJIMHUYECKYIO KapTuHy 3abosieBaHus. Ciydyam MaHMdecT-
HOTI'O HOCUTEJIBCTBA Y XKEHIIWH MCKIIOUUTENBHO penku (He 6omee 2%
OT 00IIIeTO Yncia OOJNBHBIX ¢ X-CILETUIEHHBIMU PELieCCUBHBIMU 3a00-
JIEBaHUSIMU) U HYKIAIOTCSI B COOTBETCTBYIOIIEM TONTBEPXKIESHUHN C UC-
MOJIb30BAaHUEM 1LIUTOIeHeTUYEeCKUX MeToA0B U MeTonoB JIHK-aHanu3a.

X-cuenneHHbI JOMUHAHTHBIN TUN HACNe0BaHKSA

X-CILIeTUICHHBII TOMWHAHTHBIN TUIT HAcJeIOBaHUS BCTpedyaeTcs,
KOTI'JIa JIOKAJIM30BaHHBINM Ha X-XpOMOCOME I'eH OIpeleisieT pa3BUTHE
JOMWHAHTHOTO Tpu3HaKa (3aboneBaHus). JJaHHBII TUN HacjlemoBa-
HUS SIBJISIETCS BechbMa peakuM (puc. 9.8).

P XrY Xa Xa
BoneH 3popoea

N

lameTbl Xa Xa
F, XA Xe X3y XA X Xay
BonbHa 3popos BonbHa 3popos
P XY X XA Xa
3popos BonbHa
[ameTbl Xa Y XA X2
F XA X XAY X2 X XY

BonbHa BoneH 3poposa 3popos

Puc. 9.8. Bo3aM0oXXHble reHOTUMbl U PeHOTUMbI MOTOMKOB NpK X-CLENSIEHHOM A0MU-

HAHTHOM TWMe HaclefoBaHNs 3abonesaHus. BepxHas naHenb — B 6pake 60/bHOIO

MY>XYUMHbI C AOMWUHAHTHbIM X-CLENeHHbIM 3a60/1eBaHNEM W 3[L0POBOM XKEHLLWHbI.

HWxXHsAS naHenb — B 6pake 340P0OBOr0 MYX4WUHbI U GOJIbHON TETEPO3UrOTHON XKEH-
LLUMHbI C AOMUHAHTHbIM X-CLeNeHHbIM 3a6051eBaHEM
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