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INOACHUTEJBHASA 3AIINCKA

[Ipodeccun denapamepa U METUIUMHCKOW CECTPhl TPEOYIOT TIIyOOKOTO
3HAHUS T€HETHKHU YeJOBeKa, MO03TOMY B JIAHHOM MOCOOMHU MOoa00paHbl 3aja-
YU IO aHTPOINOT€HETHKE UM MEIUIIMHCKOM TIeHeTHKE, KOTOpble MOXHO HC-
MOJIb30BaTh HA JIEKIIMOHHBIX U MPAKTUUECKUX 3aHATHAX MO nucnuiianae «I'e-
HETHKA YeJOBEKa ¢ OCHOBAMHU MEIMLMHCKON reHeTukm». [lpenmaraemelie 3a-
Jayd TMOMOTYT MpPEnojaBaTeNi0 co34aTh HEOOXOAMMOE MOTHUBAIMOHHOE TPO-
CTPAHCTBO, IO3BOJISAT MCIOJB30BAaTh Ha 3aHATHU DJIEMEHTHI MPOOJIEMHOTO
oOyueHus1, AeJI0BOU UTPHI, & TAK)KE OPTaHN30BaTh BHEAYIUTOPHYIO CaMOCTO f-
TEJIbHYI0 paboTy.

JlanHOe mocoOue paccuMTaHO Ha CTYAEHTOB oTaeineHuil "CecTpuHCKOE
neno", "JleueOHoe nenoy,

B npunoxeHun K 3aJaYyHUKy JaH HEOOXOJUMBIM s pelIeHHs 3ajad
CIIPaBOYHBIN MaTepHaj ¢ ONMHUCAHUEM HACJEJICTBEHHBIX 0OJE3HEH, YPOICTB U
aHOMaJMii, a TakXe MOJAPOOHO pa3bsICHEHAa METOJUKA COCTaBJICHHS POJO-
CJIOBHOUM CEMbH Ha MpPUMEpPE pEIICHUS OJTHOM U3 3aj1ad.

B 3akirodueHre MOXHO cKaszarh, 4TO, pellias 3aJadd MO FeHETUKe, CTy-
JNeHTbl monydar TpeOyemblii DenepanbHbiM [ocynapcTBEeHHBIM 00pa3oBa-
TEJIbHBIM CTAHJIApPTOM OO0OBEM 3HAHUM, OCBOAT 00IIME W HMpodeccuoHaIbHbIC
KOMITCTCHITHH.



3anamue Ne 1
OCHOBHBIE 3AKOHBI TEHETUKU.
MOHOI'MBPUIHOE CKPEILINBAHUE

BneayautopHas pabora

e [loBTOpHTE OCHOBHBIC TCHETHYECKHE TMOHSITHS W TEPMHUHBI: HACJICIACTBCH-
HOCTh, U3MEHYMBOCTh, TEHOTHII, (DEHOTHII, aJIJICIbHBIC TCHBI, TOMO3UTOTHBIC U TE-
TEPO3UTOTHBIE OPTAaHU3MEI.

e Hanwummure popmynupoBku 1-To u 2-ro 3akoHOM MeHaens.

e l3yunrte 1Mo JEKIIMOHHBIM MaTepualiaM THUIIBI HACJICAOBAaHUS MOHOTECHHBIX
MIPU3HAKOB: ayTOCOMHOE U CILICTNICHHOE C MOJOBBIMU XPOMOCOMaMH.

e 3yunTe Mo JEKIMOHHBIM MaTepuaiaM HaclieJOBaHUE TPYMI KPOBU U pe-
3yc-(hakTopa y uyenoBeka.

e l3yunTe airOpUTM pacCyKIeHUHN TIPH PEIICHUH 3a]a4H 110 TCHETHKE

e Ha caiire www.ugolnikova.ucoz.ru mpocMOTPHUTE CIICIYIOUINE CIOMKETHI:

«Kaxk ropox Menienst moMOr MOHSTh 3aKOHBI TeHEeTUKN», «Kak pemars 3amaun
10 TEHETUKE

Pexomenoyemoe yueonoe nocooue: 3.J]1.Pyban, I'eHeTrka 4yenoBeka ¢ OCHO-
BaMH MEIUIIMHCKOW reHeTuku, PoctoB-Ha Jlony, «®enukcy , 2013.

AvyautopHas padora

e MoHOornOpuaHoe CKpelMBaHue. AyTOCOMHOE HacJIeJ0BaHuUe.

Pewenue 3aoau:

1. I'onyGorna3piii My>K4rMHa, POJUTEIN KOTOPOTO UMEIHN Kapue Tiias3a, JKeHUIICS
Ha Kaperiazol eHIIMHE, y OTLA KOTOpoil Iiaza Obun roiyOble, a y MaTepu — Ka-
pue. Kakoe moTOMCTBO MOXKHO 0KHJATh OT 3TOT0 Opaka, €CJIi U3BECTHO, YTO I'eH
KapuX Ila3 JOMUHUPYET HaJ T€HOM TOIyObIX?

2. Muomuierus nepefaeTcst Mo HaclaeACTBY KaK JOMUHAHTHBIN MMPU3HAK.
Onpenenute BEpOSTHOCTh POKJICHHS JETEM C aHOMAIHUSIMU B CEMbE, TNI€ OTEll
rETEPO3UTOTEH, a MATh HE CTPATAET MUOILICTUEM.

3. OeHUIIKETOHYpHS HacllelyeTcsl Kak pelecCuBHbIM mpu3Hak. Kakumu Moryt
OBITh JE€TH B CEMbE, TJI€ POJAUTEIN I€TEPO3UTOTHBI 110 ITOMY TPU3HAKY?

4.V 4enoBeka reH MONUAAKTWINUA JTOMUHHUPYET HaJl HOPMAJbHBIM CTPOEHUEM
KHUCTH.

a) OnpenenuTe BEPOSATHOCTh POXKIACHUS IIECTUITANIBIX JETEH B ceMbe, Tie 00a
POAUTENS TETEPO3UTOTHBI.

0) B cembe, rae oAMH U3 POAMUTENIEH HUMEET HOPMAIbHOE CTPOEHUE KHUCTH, a
BTOPOW — IIECTUIAIIBIN, POAUIICA PEOCHOK C HOpMaJIbHBIM CTpoeHHeM Kuctu. Ka-
KOBa BEPOSITHOCTH POKICHHUSI CIIEYIONIEro peOeHKa Toxe 0e3 aHoManuu?


http://www.ugolnikova.ucoz.ru/

5.V denoBeka I'eH, BbI3bIBAIOIINIA OAHY U3 (POPM HACIEACTBEHHON TITyXOHEMO-
ThI, PELIECCUBEH 110 OTHOLIEHHUIO K T€HYy HOPMAJILHOTO CIIyXa.

Ot Opaka IiTyXOHEMOH EHIIUHbBI C HOPMaJIbHBIM MYXYHUHON POJWICA TIyXO-
HeMoW peOeHOok. KakoBa BEpOSITHOCTh POXKAECHUSA peOEHKAa ¢ HOPMaJbHBIM CIIy-
XoM?

6. Martsb co |l rpynmnoii kpoBu umeet pedbenka c | rpymnmoit kpoBu. Y CTaHOBH-
T€ BO3MO>KHBIE TPYIIBI KPOBH OTIIA.

7. Y marepu | rpynma kposu, y otua |V. MoryTr nu aetu yHacienoBath
IPYyMITy KPOBH OJHOTO U3 CBOMX POJIUTEIICH?

8. VY manpuuka | rpynma xpoBu, a y ero cectpsl |V. Onpenenure rpymimbl
KPOBH POIUTENEH.

e MonoruOpuanoe ckpemuBanue. HacienoBanue, cuemjieHHoe ¢ I10J10-
BbIMH XPOMOCOMAMHU
Pewenue 3a0au:
9. Knaccuueckas remouins nepeaeTcsi Kak PerieCCUBHBIN, CIICTUICHHBIN C
X-XpOMOCOMOM IIPU3HAK.

a) My)X4MHa, OOJIbHON reMouUIneH, KEHUTCS Ha JKCHIIMHE, HE WMEIOIIeH
3TOro 3a00yieBaHUs. Y HHUX POXKJIAIOTCS 30POBBIE JI0YEPU M CHIHOBbS, BCTyHAlO-
e B Opak ¢ He cTpajarouMu remoduiinend nuuaMu. OOHAPYKUTCS JTU Y BHYKOB
BHOBb IreMO(DIIINS ¥ KaKOBA BEPOSITHOCTH MOSBJICHUS OOJbHBIX B CEMbSIX ChIHOBEH
U I0YEPEMN.

0) MyX4uHa, O0JBHON remoduiinel, BcTynaer B Opak ¢ HOPMaJbHOM >KEH-
HIMHOM, OTell KOTOPOU cTpajan reMopuinen. onpeneanuTe BEpOsITHOCTh POKICHUS
B 3TOM CEMbE 3I0POBBIX AETEH.

10. [JlanpTOHM3M  TiepemaeTcs KaK pPEleCCHBHBIN, clemieHHbii ¢ X-
XPOMOCOMOMU, IMPU3HAK.

JleBy1ika, UMerOIas HOPMaJIbHOE 3pEHUE, OTell KOTOpOoW 00Jajan 1BETOBOM
CJIETIOTOM, BBIXOAUT 3aMy’K 3a HOPMAJbHOIO MY>KUHMHY, OTELl KOTOPOTO TaKXkKe
CTpajiaj [BETOBOM cienoTor. Kakoe 3peHne oxuaaTh y AeTeit ot 3Toro Opaka?

11. HopmanbHbI€ B OTHOIIICHUH 3PEHUS MY>KUYHMHA U JKCHIIIMHA UMEIOT:
a) CbIHA, CTPAJIAOIIETO JATbTOHU3MOM M UMEIOLIET0 HOPMAJIbHYIO J10Yb;
0) HOpPMaJbHYIO J0Yb, UMEIOIIYI0O OJHOTO HOPMAaJBHOTO ChIHA M OJHOTO ChIHA
JAJIbTOHUKA;
B) €II€ HOPMAIBHYIO J104b, UMEIOIIYIO MATEPhIX HOPMAJIbHBIX CHIHOBEI.
KakoBbl reHOTHITBI pouTenei, AeTeH U BHYKOB?

12. AuruaposHasi SKToJiepMalibHasl IUCIUIA3us Y JIFOJEH Tepenaercs Kak pe-
LIECCUBHBIN, CLUETUIEHHBIN ¢ X-XPOMOCOMOM MPU3HAK

a) Ono1a, He cTpajaromuii ’TUM HEIOCTATKOM, KEHUTCS Ha JIEBYIIKE, OTell
KOTOPOM JIMIIIEH MOTOBBIX KEJIE3, & MaTh U €€ NpeaKu 370poBbl. KakoBa BeposT-
HOCTh TOT'O, YTO JIETU OF 3TOTr0 Opaka OyayT cTpajgaTh OTCYTCTBHUEM IMOTOBBIX Ke-
ne3?



0) HopmanbHast eHIMHA BBIXOJHUT 3aMYXK 33 MY>KUHUHY, OOJIBHOTO aHTHAPO3-
HOM 3KTOJIepMaNbHONW JUCIUIa3ued. Y HUX pOKIaroTcst OOJbHAsS J€BOYKA U 3/10-
pOBBIH cbiH. OnpenenuTe BEpOATHOCTh POKACHUS CIEAYyIOero pedeHka 6e3 aHo-
MaJuu.

13. T'unepTpuxo3 HacHeAyeTcsl Kak MPU3HAK, CIETJICHHBIA ¢ X-XpOMOCOMOM.
KakoBa BepOsSTHOCTb pOXKACHUS JETEN C ITOM aHOMAJIMEN B CEMbE, /i€ OTel 00J1a-
JAeT TUIIEPTPUX030M?

33.[[3.‘11/1 A CaMOCTOATCIIEHOI'O PCIICHU A

1.V yenoBeka ymMeHHE BIaJAE€Th NPEUMYLIECTBEHHO TPABOM PYKOU TOMUHUPYET
HaJl YMEHUEM BIIAJIETh IPEUMYLIECTBEHHO JIEBOM pyKOU. My4unHa npasiia, MaTh
KOTOPOTro ObLIa JIEBIIOW, KEHUJICS Ha JKEHILIMHE MTpaBlIe, UMEBIIEH Tpex OpaTheB U
CEeCTep, ABOE U3 KOTOPBIX — JIEBIIN.

Onpenenure BO3MOKHBIE TEHOTUIIBI )KEHITUHBI U BEPOSITHOCTB TOTO, YTO JIETH,
POAMBIIUECS OT ATOTO Opaka, OyyT JEBIIAMH.

10. OgHa u3 popM reMepasonuu HacleqyeTcs Kak JOMHHAHTHBIN MPU3HAK.
a) KakoBa BepOsATHOCTb pOKICHUS I€TEH, CTPAJAIOIIUX TeMepanonuei, OT reTepo-
3UTOTHBIX OOJIBHBIX POAUTENEH?

0) KakoBa BepOsSTHOCTh pPOXKACHUS JETEH ¢ aHATU3UPYEMOUN aHOMaluel B CEMbE,
II€ OAUH U3 POAUTENECH CTpaJaeT HOYHOM CIICNOTOM, a IPYyrod HEeT, eCiau u3-
BECTHO, 4TO 00a Cynpyra roMO3UroTHbI?

11. T'anakto3emusi HaclIeAyeTCsl KaKk ayTOCOMHBIA PELieCCUBHBIN MpHU3HAK. Y C-
MEXU COBPEMEHHOM MEJIMLMHBI MMO3BOJISI0 MPEAYNPEAUTH Pa3BUTHE O0JE3HU U U3-
0eXkaTh TSKEJBIX MOCIEACTBUM HapylIeHUs: OOMEeHa.

KakoBa BEepOATHOCTh pOXKIE€HHS OOJIbHBIX JE€TEH B CEMbE, I/I€ OJUH U3 CYNpY-
rOB TOMO3HUTOTEH MO TeHY rajlakTO3eMHH, HO pa3BUTUE 00JIE3HU y HEro ObLIO mpe-
JIOTBPAILIEHO AUETOM, & BTOPOU I€TEPO3UTOTEH IO raJaKTO3EMUM?

12. Bone3ns Bunbcona HaciemyeTcst Kak pelieCCUBHBIN ayTOCOMHBIN TTPU3HAK.
KakoBa BeposITHOCTh pOXKACHUS OOJBHBIX JIETEH B CEMbE, TJI€ OJUH U3 CYNPYTOB
CTpaJlaeT aHAIM3UPYEMbIM 3a00JIEBaHUEM, a JAPYTON 37I0POB, 3JOPOBHI ObI JIN TaK-
K€ €ro pOaUTENH, OpaThsi U CECTPHI?

13. Awnupuaus HaclienyeTcs Kak ayTOCOMHBIN JOMUHAHTHBIN MPU3HAK.
KakoBa BEpOSTHOCTB POXKAECHUS 3I0POBBIX JETEW B CEMbE, TI€ OJUH U3 POAUTENCH
CTpaJlaeT aHUPUIUEH, a IPYroi HOpMaJeH, eClIu U3BECTHO, YTO Yy OOJIBHOTO POJIH-
TEJISL 3Ty AHOMAJIUIO0 UMEN TOJIBKO OTel?

14. Tunodocdaremus HacIeayeTCsS KaK ayTOCOMHBIN pPELECCUBHBIN MTPU3HAK.
KakoBa BepOsITHOCTh pOXKJIECHUS eTeld OOJIbHBIMU B CEMbE, TJI€ OAWH U3 POJIUTE-
JIEW TETEPO3UTOTEH, a IPYTOM TOMO3UTOTEH IO 3TOMY ITPU3HAKY ?

15. Jerckas ¢dopma amaBpotmueckoir cemeitHoi wuamotuu (Tait — Cakca)
HACJIEyeTCs KaK ayTOCOMHBIN PEIECCUBHBIA MPU3HAK U 3aKAHUYMBAETCS OOBIYHO
CMEPTENIBHBIM UCXO0JI0M K 4 — 5 romam. IlepBelil peOEHOK B cEMbE yMEp OT aHa-
JU3UPYEMON 00JIE3HU B TO BpEMs, KOT/1a TIOJKEH POJIUTHCS BTOPOIA.
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KakoBa BeposSITHOCTH TOTO, YTO BTOPOM peOCHOK OyAeT CTpamaTh TOW ke 00-
JI€3HbIO?

16. Ilneue-nonatoyHo-nuueBas (opMa MHUONATUM HACIEAYETCS Kak JIOMU-
HAaHTHBIA ayTOCOMHBIN IPU3HAK.

KakoBa BeposiTHOCTb 3a00J1€BaHUs JIETEN B CEMbE, Il 00a POAUTEINS CTPAJAIOT
3TOW aHOMAaJMel, HO OJIMH U3 HUX TOMO3UTOTEH, & IPYrOd TeTepO3UroTeH?

17. AnpOuHU3M HacleAyeTcs y 4elloBeKa KaK ayTOCOMHBIA peleCCUBHBIN
npu3Hak. B ceMbe, rjie 0uH U3 CynpyroB aibOMHOC, a APYrod HOpPMaJIeH, POau-
JIUCh Pa3HOSTUIIOBBIE OJU3HEIIbI, OJIMH U3 KOTOPHIX HOPMAJIEH B OTHOIICHUH aHAIH-
3upyemMoil Ooisie3Hu, a Apyroi anbOouHoc. KakoBa BEpOATHOCTh POXKACHUS Clle-
JyIONIero peOeHKa albOMHOCOM?

18. IlaparemoduiHs HacleIyeTCs KaK peleCCUBHBIA ayTOCOMHBIN MPHU3HAK.
KakoBa BepOsSITHOCTh POXKACHUS JIETEH C ITOM aHOMaJIMEN B ceMbe, re 00a cynpy-
ra cTpajaroT nmapareMo(uinei?

19. Opnna u3 popm aramMMarioOyJIWHEMHUH, COYETAIOMIASICSA C TIOYTH IMOJTHBIM
OTCYTCTBHEM JIUM(ATUYECKON TKaHU, HACJIENyeTCs KaK ayTOCOMHBIM peLecCuB-
HBIM npu3HaK. B ceMbe y 3I0pOBBIX pOAUTENCH pOAMIICA PEOCHOK C MPU3HAKAMU
naHHOU (hopmbl araMMarinoOynunHeMun. KakoBa BEpOSTHOCTD POXKACHUS CIEHAYIO-
1iero pe0eHka 3J0pOBbIM?

20. AxoHpaporasus epenaeTcs Kak JOMUHAHTHBIA ayTOCOMHBIN Mpu3HaK. B
cemMbe, T1ie 00a cympyra CTpajaloT axOHAPOTUIa3ueH, pOAMIICS HOPMAIbHBIN pe
O0cHok. KakoBa BEpOSTHOCTH TOTO, YTO CICAYIOMHMA PEeOCHOK OyIeT ToXKe HOp-
MaJIbHBIM?

21. OrcyTcTBHE MalIbIX KOPEHHBIX 3y0O0OB HACIEIyeTCs Kak TOMUHAHTHBIN ay-
TOCOMHBIN Npr3HaK. KakoBa BEpOSATHOCTh POXKACHUS IETEN C AHOMAIMEN B CEMBE,
rae 00a poAMuTeNs FeTEPO3UTOTHBI 10 aHATU3UPYEMOMY MPU3HAKY?

22. CewMeifHasi TUTIEPXOJIMCTEPUHEMUS HACIIEYETCS JOMUHAHTHO-ayTOCOMHO.
VY reTepo3uroT HaOII0JAETCS TOBBIIICHHOE COJIEPKaHNE B KPOBH, & Y TOMO3ZHUTOT
Pa3BUBAIOTCS KCAHTOMBI KOKH U CYyXOXKUJIUH, arepockiepo3. KakoBa BeposSTHOCTh
pOXKACHUS JIeTel ¢ aHoMaluel (U CTEeTeHb ee Pa3BUTHS) B CEMbE, TJIe 00a PoIuTe-
JIsl UMEJIY TIOBBILIEHHOE COJCPKAHUE XOJIECTEPUHA B KPOBU?

23. JKenumnHa, MMeromIas MOBBIIICHHOE COJAEpKAHHUE IIUCTEHHA B MOYE, BBI-
XOIWUT 3aMyXK 3a 3J0pOBOr0 MyX4MHY. KakoB IPOTrHO3 B OTHOIUEHHUH 310POBbBS
JeTei B 3TOM Opake, a Takke BHYKOB MPHU YCIOBUH, YTO UX JIETH BCTYIIAT B Opak ¢
JULAMH, UMEIOIIMMH MMOBBIIIEHHOE COAEP/KaHNEe LIUCTenHa B Moue? M3BeCTHO, UTO
MOUYEKaMeHHas 00J1e3Hb (LIUCTUHYPHUS) Pa3BUBAETCS B TOMO3UTOTHOM COCTOSIHUU.

24. Axaranaszus oOycClIOBJIEHA PEJIKMM PELECCUBHBIM ayTOCOMHBIM T'€HOM, Yy
reTepo3UroT aKTUBHOCTh KaTalsla3bl CHUKeHa. Ornpeaennure BepOsiTHbIE (PEHOTUIIBI
JIeTeN B CEMbE POJUTENEH, UMEIOIINX MOHUKEHHYIO aKTUBHOCTb.



25. Orter ¥ CbIH JATBTOHHUKH, & MAaTh Pa3IMYacT BETa HOpMAIIbHO. [IpaBuib-
HO JI OyJIeT CKa3aTh, YTO B 3TOM CEMbE ChIH yYHACJIEJ0Bal CBOM HEIOCTATOK 3pe-
Hus ot ota? [ouemy?

26. AHTHApO3HAs SKTOJepMalibHas AUCIUIA3UA MIEPEeIaeTCs KaK pPeleCCUBHBIM,
CLEIUIEHHBIA ¢ X-XpOMOCOMOM npu3Hak. B Opake 370pOBOl JKEHIIUHBI U MY>K4H-
HbI, OOJIBHOTO aHTUAPO3HOM 3KTOJEPMATIbHOW JUCIUIA3UEH, pOKAAIOTCS OOJbHAs
JI€BOYKA U 370POBBIA CbIH. OnpenenauTe BEPOSATHOCTb POXKICHUS CIELYIOIIEro pe-
OEHKa 3/I0pPOBBIM.

27. Opna u3 GopM remepanonuu (KypuHasi clenoTa) HaclieyeTcsl Kak perec-
CUBHBIH, CLIEIJICHHBIA ¢ X-XpOMOCOMOM MPU3HAK. Y 3I0POBBIX POAUTEIICH POXKa-
€TCs ChIH ¢ remepasionuei. OneHNnTe BEPOATHOCTh POKIAEHUS B 3TOM CEMBE 3/10PO-
BBIX JIOYEPEN U CHIHOBEH.

28. VY yenoBeka B Y-XpOMOCOME JIOKQTH30BaH T'€H, OMPEACIIAIOMNN Pa3BUTHE
NIEPENOHOK MEXKAY BTOPBIM M TPETHUM MaibliaMu HOT. OnpenenuTe, Kakue OyayT
JIeTH ¥ BHYKU B Opake 3710pOBOTO MYXXYHMHBI, UMEIOIIEr0 3TOT MPU3HAK, U 3/10pO-
BOW JKCHIIUHBI.



3anamue No 2
3AKOHOMEPHOCTHU HACJIEAOBAHUSI ITPU3HAKOB.
JUT'MBPUJHOE CKPEILIUBAHME.

BaeayauTopHas Da6OTa

e HanummTe reHeTUYECKYyI0 cxeMmy 3-TO 3aKkoHa MeHpens u gaiite ero ¢op-
MYJIUPOBKY.

e [loBTOpUTE MaTEpUabl MPEIBIAYIIETO 3aAHATUA: TUIIBI HACIEAOBAHUS MOHO-
TE€HHBIX MPU3HAKOB: ayTOCOMHOE U CLIETUIEHHOE C MOJIOBBIMA XPOMOCOMAaMHU.

e Ormnpenenure MOHATHS MOHOT€HHOE U MOJUT€HHOE HacJeJ0BaHUE, CLEIICH-
HOE€ HAcJIeJOBaHUE.

e [lepeuncnure TUIBI B3aUMOJICHCTBUS aJUICIIbHBIX U HEAJJICIbHBIX T€HOB

e Ha caiire www.ugolnikova.ucoz.ru mpocMOTPHUTE CIICIYIOUINE CIOKETHI:

«IlonynsipHO O reHeTuke 4YesoBekay, «bone3sHu kopoieh ( 0 remouivu u
nophUpUn)».

Pexomenoyemoe yueonoe nocooue: 3.]1.Pyban, I'eHeTrka 4yenoBeka ¢ OCHO-
BAMU MEAUIIMHCKOW reHeTuku, PoctoB-Ha [Jony, «®enuxce» , 2013.

AvyautopHas padora

e /IurnOpuaHoe CKpenuBaHue.

Pewenue 3aoau:

1.. V yenoBeka 01M30pyKOCTh JTOMHHHUPYET HaJl HOPMAJIbHBIM 3pEHUEM, a Ka-
pue ria3a Haj TOJyOBIMH.

a) EnuHCTBEHHBIN peOCHOK OJIM30PYKUX Kaperjia3blX POIUTENCH MMEeT rofy-
Oble rja3a ¥ HOPMaJbHOE 3pEHHUE. Y CTaHOBUTHh F€HOTHUIIBI BCEX TPOMX YJICHOB Ce-
MBHU.

0) ¥V rony0ormnazoi u 0IM30pyKOM JKEHIIUHBI OT Opaka ¢ Kaperia3blM MYK4H-
HOUM C HOpMaJIbHBIM 3pEHUEM POJMIICS Kaperja3blii Oau30pyKuil pedeHoK. MoKHO
JIM YCTaHOBUTH T€HOTUIBI POJIUTEIECH?

B) ['onmyOornaspiii 0JM30pyKHil My>KUKMHA, MaThb KOTOPOTO UMena HOPMaJbHOE
3peHue, KEHWICS Ha Kaperia3od JKEHIIUHE ¢ HOPMaJbHBIM 3peHueM. llepBblii
pebeHOoK OT 3Toro Opaka - Kaperjas3blid OJM30pYyKUH. Y CTaHOBUTH T'€HOTHUIIBI PO-
TUTENeH U IeTeH, €Clii BTOPOU PeOCHOK ToJIyOOTIa3biii U OJU30PYKHi.

2. Ecnu kapermnasblii (JOMUHAHT) My)KYMHA — JieBIa (PEIECCUB) KCHIIICS Ha
roiay0Ooryia3oi KEHIIMHE, JTy4Ille BIaJACIOICH MpaBoil pyKou, 4YeM JIeBOM, U Y HUX
poausics rojryooriasslii pedeHoK JIeBIIa, TO, YTO MOKHO CKa3aTh O T€HOTHUIIE Ma-
TepH, OTIa U peOeHKa?

3. Y yenoBeka HajguuuMe B IPUTPOLIMTAX aHTUTEeHa pe3yc-(haktop (penoTun
+
Rh") o0ycnoBineno nomuaanTHEIM TeHOM - JI. Ero amnens d oOycnaBiuBaeT oTcyT-
cTBHe 3TOro anTHreHa (penotun Rh'). Ten I rpymms kposu (I°) peneccusen B oT-
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nomrennu rexos || rpymmsr (1) u tperseit ( 1®). [[Ba mocnenHux amreas KOZOMH-
HaHTHEL, 1 ux coderanne (I*1®) o6ycmapnusaer 1V rpymmy KposH.

a) Tenotun myxa ddI*1°, sxernsr DAIPI®. KakoBa BEpOSTHOCT POYXKICHHS pe3yc-
MOJIOKUTENbHOTO pedenka [V rpynmnsi?

0) Pesyc-nmonoxurensHas >xeHmmuHa Il rpynmbl, oTen KOTOpol umen pesyc-
OTPULIATENBHYIO KPOBb | TpyImIibl, BBIIUIA 3aMyX 32 PE3yC-OTPULATEIBHOIO MYXK-
yuHy | rpynnsl. KakoBa BEpoSTHOCTh TOTO, 4TO PeOCHOK yHacieaoBail oda mpu-
3HaKa oTHa?

B) MyX4nHa, UMEIOIIHI pe3yc-OTPULIATENbHYIO KpOBb [V rpymnmnsl, KeHWICS Ha
KEHIIMHE, UMEIOLIEN Pe3yC-TI0JI0XKUTENbHYI0 KpoBb 111 rpymnmel. OTery skeHbl UMelT
pe3yc-oTpuiaTeabHyo KpoBb | rpynmel. B cembe uMeroTces 1Ba peOeHKa: MepBbIi
MMEET pe3yC-OTPULATENbHYI0 KpOBb Il rpymnmsl, BTOpoW pe3yc-IOJIOKUTEIBHYIO
kpoBb | rpynmnel. CyneOHO-MEAMIIMHCKAs SKCIEpTHU3a YCTAHOBWJIA, YTO OAMH M3
ATUX JeTel BHeOpauHblil. [1o kakoi u3 ABYX map ajuiesieid UCKII0YaeTCsl OTIIOBCT-
BO?

r) B Opak BcTymaroT *eHIIKMHA ¢ OTpULATEIbHBIM pe3yc-pakTopom u | rpynmnoi
KPOBH U MY>KUMHA C MOJIOKUTEIbHBIM pe3yc-pakropoM u |1V rpymnmnoit kposu. On-
penenuTe BEpOATHOCTbh UMMYHHOTO KOHQUIMKTAa y J€Teil U BO3MOXKHYIO IpYIILY
KPOBH IpPU 3TOM, €CJIM HU3BECTHO, YTO y MAaTepu MyXa KpoBb Oblla pe3yc-
OTpHULIATEIbHAS.

4. Ecnu oTen riayXoHEMOM (pelecCUBHBIN MpU3HAK) ¢ OeabIM JJOKOHOM HaJ0
J00M (JOMHMHAHTHBIA MPU3HAK), MaTh 3J0pOBa U HE UMeeT Oesol mpsiau, a pede-
HOK POJMJICS TIIyXOHEMOM U ¢ O€JIbIM JIOKOHOM HaJ0 JIOOM, TO MOKHO JIM CKa3aTh,
YTO OH YHACIEI0BaJl NPU3HAKK OTLA?

5. Martp umeer cBOOOJHYIO MOUYKY yXa (IIOMUHAHTHBIM MPU3HAK) W TIAIKUAN
moAOOPOIOK, a OTEIl — HECBOOOIHYIO MOYKY yXa U TPEYroibHYIO SMKY Ha IMOJ00-
poJike (TOMUHAHTHBIN MpU3HAK). ChIH UMEET CBOOOIHYIO MOUYKY yXa U TPEYIroJib-
HYIO SIMKY Ha 1oA0OpOJKe, a J0Yb UMEET Te e MpU3HaKU, 4YTo y martepu. Hamu-
IIMTE BO3MOXKHBIE TEHOTHUIIBI POAUTENECH U IETEN?

6. Kapernazas xeHuyHa, o0i1aaaromnas HOpMaJIbHBIM 3PEHUEM OTEI] KOTOPOM
MMeJl TOJIyOBIe TJ1a3a U CTpajiaj IBETOBOM CIEMOTOM, BHIXOIUT 3aMyK 3a ToJy0o-
rJ1a30T0 MYXKYMHY, UMEIOIIEe HOPMAIIbHOE 3pEHHUE.

Kakoro moroMcTBa MOXHO OXXHJaTh OT 3TOM Maphl, €CJIM U3BECTHO, YTO T'€H
KapHX TJIa3 HacJleayeTcsl KaKk ayTOCOMHO-JIOMUHAHTHBIN MPHU3HAK, a T€H I[BETOBOM
CJIETIOTHI PEIIECCUBEH U CLIETUIEH ¢ X-XPOMOCOMOM?

7.Y denoBeka Kiaccuyeckas reMo(uiivs HacieayeTcsl Kak CIEIICHHbIH ¢ X-
XPOMOCOMOW PELECCUBHBIN MpHU3HAK. AJILOMHU3M OOYCIIOBJIEH ayTOCOMHBIM pe-
LIECCUBHBIM T'€HOM. Y OJHOW CYIIPYXKECKOM IIapbl, HOPMaJIbHOM II0 3TUM JBYM
IpU3HAKaM, POJMJIICS C 00EMMH aHOMAJIUSMHU.

KakoBa BEpOSATHOCTH TOTO, YTO y BTOPOIO ChIHA B OTOM CEMbBE SABSATCS TAKXKE
00e aHOMaJTNH OJTHOBPEMEHHO?
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8. My)xunHa, CTpaJaronfii JaTbTOHU3MOM U TIIYXOTOH, JKCHHJICS Ha JKEHIIU-
HE, .HOPMaJIbHOM 0 3PEHUIO U XOPOIIO CIBIIIAMIEH. Y HUX POOUINCH CbIH TITyXOU
Y JANbTOHUK U I0Yb - TATIbTOHUK, HO C XOPOILLIUM CIIyXOM.

Onpenenure BEpOSTHOCTh POXKACHUS B 3TOM ceMbe Jouepu oO0eUMH aHOMa-
JVSIMH, €CJIM U3BECTHO, YTO JAJIbTOHU3M U IIIYyXOTa NEPEAAOTCS KaK PELEeCCUB-
HbIE MPU3HAKH, HO JAIBTOHM3M- X-CUEIUICHHBIA MPU3HAK, a [IyX0Ta — ayTOCOM-
HBII.

3a1auu JJ1s CaMOCTOSITEIbHOTO PEIICHUS
1. Oren ¢ Kyp4yaBbIMH BOJIOCAMH (JIOMUHAHTHBIN MPU3HAK) U 0€3 BECHYIICK, a
MaTh C MPSMBIMU BOJOCAMH U C BECHYIIKaMH (JJOMUHAHTHBIN MPU3HAK) UMEIOT
Tpoux AeTel. Bce neTn UMET BECHYIIKU M KypuyaBble BOJIOCHL. Hanwuimre reHo-
THUIIBI POIUTENEH U IETEH.

2. Ecnu sxeHIHa ¢ BECHYIIKaMU U BOJTHHCTBIMU BOJIOCAMH, OTEI], KOTOPBIN HE
MMeEJl BECHYIIEKH UMEJ MPSMbIEC BOJIOCHI, BBIXOJAUT 3aMYyX 3a MY>KUHMHY C BECHYIII-
KaMd U TPSIMBIMU BOJIoOcaMH (00a €ro poAMTeNsi UMENIM TakKue K€ MPU3HAKH), TO
KaKue JIETU Y HUX MOTYT OBITH?

3. .JIBotopoiHbIie Opat U cectpa BeTynuwin B Opak. XKena Oblia criocobHa cBep-
THIBaTh A3BIK B TPYyOOUKy. Y MyKa 3Ta OCOOCHHOCTh OTCyTCcTBOBasna. OT 3TOro
Opaka poamics peOCHOK, He CIIOCOOHBIN CBEPTHIBATH S3BIK, O0IBLHON (DeHMIKETO-
Hypuel. OnpenenuTs TeHOTUIIBI YWIEHOB CEMBbHU.

4. ]IBa pa3HOMNOJIBIX OJIM3HENA, U3 KOTOPBIX J0Yb OOnanana OenbiM JTIOKOHOM
Haj10 J100M (Kak ¥ MaTh), ObLIN TIIyXOHEeMbIMH. PoguTenu OIM3HEIIOB UMENH HOP-
MaJIbHBIN CITyX (a, CIe0BaTeNbHO, U peyb). YTO MOKHO CKa3aTh O FT€HOTHUIIAX PO-
UATEIEH U NETEN.

5. Y onnoit u3 cecrep-6nu3nenoB ¢ III rpynmoit kpoBu HaOMOAANCS MPU3HAK
MaTepH - BPOXKIACHHOE OTCYTCTBHUE PE3I[OB. Y BTOPOH CECTPhI aHOMAJIHS Pa3BUTHS
3y0OB OTCYTCTBOBaJa, rpymia ee kposu - II. ¥ o6oux ponureneii 6pia IV rpynma
KpoBU. OTHOCATCSI CECTPBI K OJTHOSUIICBBIM OJIM3HEIAM HIIA Pa3HOSHIIEBBIM OJIH3-
HernaM? OnpeaennuTb TeHOTUITBI YWICHOB CEMBH.

6. B Opak BcTynaroT kaperiasble, UMEIOIINE BECHYIIKU JIOAU (TIPU3HAKU J10-
MUHAHTHBIE), Y HUX POJUIach roiaydoriaszas u 0e3 BecHyIIek no4b. Omnpenenure
BEPOSITHOCTh POXKJICHUS CIEAYIONMIETO peOeHKa, TOX0KETO HA POIUTEICH.

7. )KeHmuHa ¢ BBIOIIUMHUCS BOJIOCAMU (HETIOJIHOE JJOMUHUPOBAHUE ), UMEIOIIIAs
Kapue rja3a, BEIXOJIUT 3aMYK 3a ToJIy0Orjia30ro My>KUYHMHY C BBIOIIIUMHUCS BOJIOCa-
MH. BO3MOXKHO 11 B 3TOM CEMbE POXKICHUE KAPETIIA3bIX JAETEU C MPSIMBIMUA BOJIO-
camu?

8.IToreMHeHre 3y00B MOKET OIpPEAENATbCS ABYMS JTOMHUHAHTHBIMU T'€HaMH,
OJIMH U3 KOTOPBIX PacoJIOKEeH B ayTocoMe JApyroi B X-xpomocome. B ceMbe po-
TUTENeH, UMEIOIIUX TeMHbIE 3yObl, POJIMIUCH J0YKAa U MaIbUUK C HOPMaJIbHBIM
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BeTOM 3y00B. Omnpenenure BEpPOSTHOCTh POXKACHUS B 3TOM CEMbE CIIETYIOIIEro
pebeHka Toxe 0e3 aHOMalIni, €ClIM yJ1al0Ch YCTAHOBUTh UTO TEMHBIE 3yObl MaTEpH
00yCIIOBJIEHBI JIUIIb T€HOM, CLEIUIEHHBIM C X-XPOMOCOMOI1, a TEMHBIE 3yOBbl OTLIA -
ayTOCOMHBIM I'€HOM I10 KOTOPOMY OH I'€TE€pO3UTOTEH.

9 . ¥V demoBeka JIOKyC pe3yc-(hakTopa CIEIJIEH C JIOKYCOM, OIMPEACIISIONIAM
dbopMy IPUTPOIMTOB W HAXOJWTCS OT HETO Ha paccTOsHUW 3 Mopranua. Pesyc-
MOJIOKUTEIIBHOCTD U AJUTUIITOLUTO3 OMPEIEISIOTCS JOMUHAHTHBIMA ayTOCOMHBIMU
reHamu. OAUH U3 CyNpyroB reTepo3uroTeH mo ooboum mpusHakam. IIpu 3Tom pe-
3yC-TIOJI0KUTEIBHOCTh OH YHACJEAO0BAI OT OJTHOTO U3 POJAUTENEH, a SJUTUITOIIUTO3
- oT Jpyroro. Bropoii cynpyr pe3yc-oTpUlIaTelIeH U UMeeT HOpMaJbHbIE dPUTPO-
1uThl. OnpeaeuTe MPOIEHTHBIC COOTHOIICHHUS BEPOSTHBIX I'€HOTHUIIOB U (DEHOTH-
OB JIETEH B 3TOM CEMbE.

10. Knaccuyeckast reMopuins U JaIbTOHU3M HACIEAYIOTCS KaK PEleCCHBHbBIE
IIPU3HAKH, CLHEIUICHHBIE ¢ X-XpoMocomon. PaccTostnue mexnay renamu 9,8 mopra-
HUJIBI.

a) JleByiika, oTel] KOTOPO# CTpajgaeT OJHOBPEMEHHO reMopuInueld U JaabTo-
HU3MOM, a MaTh 37I0pOBa U MPOUCXOTUT U3 OJIATOIMOIYYHOH MO ATUM 3a00JIeBaHU-
SIM CEMBH, BBIXOJUT 3aMyX 3a 37J0pOBOro MykuuHy. Omnpenenure BepoaTHbie (de-
HOTHUIIBI JIETEH OT 3TOr0 Opaka.

0) XKenmmHa, MaTh KOTOPOM cTpajalia JAIbTOHU3MOM, a OTell reMO(UIHeH,
BCTyNaeT B Opak ¢ My>KUYMHOH, CTpajalomuMu ooonuMu 3abosieBanusimu. Onpene-
JIUTE BEPOSITHOCTh POKJEHUS B 3TOM ceMbe JieTel ¢ 00enMu aHOMATUSIMHU.

11. 310poBBIil MyX4KMHA aJTbOMHOC XKEHUCS Ha 3JI0POBOM KEHIIMHE, Yel OTell
ObUT TemMouUIUK, a MaTh - anbOuHOC. Kakue getu MoryT ObITh OT 3TOTO Opaka u
B KaKOW IMpOnopuun?

12.V 3n0poBbIX poauTteneit Tpoe aereil. OnuH CblH OoJieH reModuiauern u
ymupaer B 14-netHeM Bo3pacte. pyroii cblH U JBE A0o4YepH 310poBbl. KakoBa Be-
POSITHOCTD 3a00JI€BaHUs y UX JETEH?

13. Kakyto 1010 COCTaBAT 370pOBbI€ CHIHOBBSI OT Opaka ajbOuHOca remodu-
JIMKa MY>KYMHBI U JKCHITUHBI-HOCUTENS 000MX 3TUX TEHOB?

14. Oren 1 ChIH B ceéMbe TeMO(PMINKN U Kaperiasbie, a MaTh UMEET HOPMaTh-
HYI0 CBEPTHIBAEMOCTHh KPOBH U TOJIyOOTJIa3asi, MOKHO JIM CKa3aTh, YTO ChIH YHAC-
JieJIoBaJl BCE MPU3HAKU OT OTLA?

15. V yenoBeka B Y-XpOMOCOME JIOKAJIM30BAH I'€H, ONMPEICISIONUN pa3BUTHE
MIEPETIOHOK MEXKIY BTOPHIM U TPEThUM TanbliaMu HOT. Ompenenute, Kakue OyayT
JIETH U BHYKH B Opake 3I0pOBOTO MY>KUHMHBI, IMEIOIIET0 3TOT MPU3HAK, U 37I0PO-
BOM KEHIINHEIL.

16. Ogna u3 gopm remepononuu (KypuHas CJIENOTa) HAcIeAyeTCsl KakK perec-
CUBHBIH, CLHEIJIEHHBIN ¢ X-XpOMOCOMOM MPU3HAK. Y 3JI0POBBIX POAUTEIEH POXKIa-
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€TCsl ChIH C TemepoJionuei. OneHuTe BEpOSITHOCTh POXKICHUS B 3TOM CEMbE 3/10PO-
BBIX JIOUEPEN U CHIHOBEM.

17. B cembe, T11€ OTEIl UMEJT TUIIEPTPUXO03 (CIIEIICH ¢ Y-XpOMOCOMOI), a MaTh
MNOJUAAKTIIINIO (2yTOCOMHO-IOMUHAHTHBIA TMPHU3HAK), POAWIACH HOpMaiabHas B
OTHOIIIEHUHU JIBYX MPHU3HAKOB /104b. KakoBa BEpPOATHOCTH TOTO, YTO CIEAYIOIIUN
peOeHoK OyaeT 0e3 aHoManui, KaKOB TOJ BO3MOXEH Y 3TOro pedeHka?

18. B Opake 370pOBBIX pOAUTEICH POIUICS CBHIH-AIBOMHOC (ayTOCOMHO-
pelLeCCUBHBIN MPU3HAK), cTpajaronuil remoduinein. OnpeneauTe BeposiTHbIE Te-
HOTHUITBI POJUTENEH, a TAaK)KEe OIICHUTE BEPOSTHOCTh POKICHHS BTOPOTO ChIHA 3710-
POBBIM.

19. TanaccemMuss — HEMOTHOCTHIO JOMHHAHTHBI ayTOCOMHBIN MPU3HAK (TOMO-
3UTOTHI TMOYTH Bcerjaa mnorufaroT). JlanbTOHM3M — PEIECCHUBEH, CLEIIEH ¢ X-
XpPOMOCOMOM. JlUurerepo3uroTHas >KEHIIMHA BCTYIAeT B Opak ¢ MY>XKUYMHOM, CTpa-
JAIOIINM JIETKOM (hopMOii TarmacceMuu, HO C HOpMalibHbIM 3peHueM. KakoBa Bepo-
ATHOCTb POXKICHUS MOJTHOCTHIO 3/I0POBBIX JE€TEHM B 3TON CEMbE?

20. IN'uneptpuxo3 cuerieH ¢ Y-xpoMocoMmoii. B cembe, riae Math 370poBa 10
JIBYM TIpU3HaKaM, a My>KUMHa — o0JiajjaTesb TUIEPTPUX03a, POJUIICS MAIbUUK C
MPU3HAKOM UXTHO3a. ONpeeIuTe BEPOSITHOCTh POXKICHUS 3/IOPOBBIX JETEH.

21. B Opak BCTynaroT pPOJUTENH C HOPMAJbHOM CBEPTHIBAEMOCTHIO KPOBH,
umetromue |l u I rpynmst kpoBu. Y HUX pokiaercs ChIH-TeMO(IIHNK, UMEomui |
TPYNITYy KPOBHU. YKAXWUTE T€HOTUIIBI POJAUTEIICH U TEHOTUIIBI AETEH, BOSMOXKHBIX B
JTOM CEMBE.
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3anamue No 3
METOAbI N3YUEHUSI HACHEﬂCTBEHHOCTH YEJOBEKA.
IT'EHEAJIOTUYECKHNU METO/],

BueaynuTtopHas pabota

e M3yunte 0COOCHHOCTH Ye€JOBEKa KaK CIenu(PUUecKkoro 0ObekTa reHeTuye-
CKOT'O aHaJIM3a.

e [lo marepuanaM yuyeOHHMKA U JICKIUNA TOBTOPUTE OCHOBHBIEC ATaIlbl T€HEAIO-
rudeckoro mMetoja. O3HAKOMbTECh C OCHOBHBIMH CHMBOJIAMH, HCHOJIb3YEMBIMU
IIPU COCTABIICHUHU POJIOCIOBHOM

e [lo maTepuanaMm y4yeOHMKA U JICKI[UI MMOBTOPUTE OCHOBHBIE 3TArbl ITUTOTE-
HETUYECKOTO U OJIM3HEIIOBOTO METOIOB.

e Ha caiire www.ugolnikova.ucoz.ru mpocMOTPUTE CIETYIONINE CIOKETHI:

Pekomenoyemoe yueonoe nocooue: 3.]1.Pydan, I'eHeTrka 4yenoBeka ¢ OCHO-
BAMU MEAUIIUHCKOW reHeTuku, PoctoB-Ha [Jony, «®enuke» , 2013.

AVI[I/ITODHaH pa60Ta

o Kiunnuko-reneajsornyeckuii Meroa. CocraBjieHue U aHAJIU3 POJOCTIOB-
HbIX.

Pewenue 3adau:

1. CocraBbTe pOJOCIOBHYIO CEMBU CO citydasiMu atakcuu Opuapeiixa (peuec-
CHUBHO HacJeAyeMoe, IPOrpeccrupyoliee pacCTpOUCTBO KOOPAUHAIIMU JABUKEHUN ).
310pOBbIE MYXK U KE€Ha — ABOIOPOJAHBIE CUOCKHI — 30pOBBI. bpat Myxa u aBe cecT-
pBI 5KeH 310poBbl. OOUIMI 515 CynpyroB Toxe 310poB. Mx obmias 6abka Obuia
310pOBa, a A€ CTpadal atakcuend. Bce poACTBEHHUKH CO CTOPOHBI OTIA MYyXka, B
TOM YHCJIC: JIBa IS4, TBOIOPOJIHAS CecTpa, Ae] u 0abka 310poBbl. Bee poacTBen-
HUKH CO CTOPOHBI MaTEpH KEHBI, B TOM YHCJIE JIBE TETKU, IBOIOPOHBIN Opat, J1es
1 6abKa 370pOBHI.

a) CocTaBUB POJIOCIOBHYIO, OTMETHTE TE€X WJICHOB CEMbHU, T€TEPO3UTOTHOCTD
KOTOPBIX 110 TEHY aTAaKCHH HE BHI3HIBAET COMHEHHSI.

0) [lonTBepxmaeT iu poAOCIOBHAS PEIIECCUBHBINA XapaKTep HacaeqoBaHUs 00-
ne3Hu?

2. CocTaBbT€ POJIOCIOBHYIO OOJIBHOTO SIHJICTICUEH MYKUWHBL. Poautenu
npobanaa, ero Opat u cectpa — 370poBbl. JIBe TETKH MO JUHUU MATEPH 370POBBHI:
o0e 3aMyKeM U UMEIOT TI0 OJHOMY 3J0pOoBOoMY peOeHky. Jlem u 6abka mo mate-
PUHCKOM JTUHUU 310pOBHI. [10 oTIIOBCKOW nuHUU: nef, 0a0yiika U TeTKa 3J0POBHI.
Jetn nsanm (CBIH M 0Yb) - 3J0POBBL. Y TETKH — ChIH 00JIbHOM amrutenicueii. Cocra-
BUB POJOCIIOBHYIO, ONPEACINUTE, IO KAaKOW JIMHUU TMepeaeTcsl MpeapacioioKeH-
HOCTh K 00Je3HH?

3. CocraBbTe POAOCIOBHYIO IO JaHHBIM aHaMHe3a. [IpoGann — GonpHas 1IH-
3oppenuent xennmHa. Ee Opat u cectpa 310poBel. Oten npobanaa 3aopoB. Co

14


http://www.ugolnikova.ucoz.ru/

CTOPOHBI OTIAa UMEIOTCS CIEAYIOIMNUE POJICTBEHHUKU: O0JIbHON MU30(pEHUEH IS
U JIBE 3/I0POBBIC TETKH, OJIHA U3 HUX UMEET TPOMX 3J0POBBIX JETEH, BTOpas - 3110-
poBoro ceiHa. Jlen u 6adka co cTopoHsl oTIa 310poBbl. CecTpa 6a0ku OoJena M-
30(¢penueit. Math npobanaa, a5, Aen U 6abka ¢ MAaTEpPUHCKON CTOPOHBI 3710PO-
BbL. Y Js1/11 JBa 370pOBbIX peOeHka. CocTaBUB pOAOCIOBHYIO, ONPENEIUTE MO Ka-
KOH JIMHUY TIepeaacTcs MpeIpaciooKeHue K 601e3Hu?

4. ITo maHHBIM cOOpaHHOTO y poOaHIa aHaAMHE3a, JJIsi CEMbH C HACIEICTBEH-

HBIM 336OHeBaHI/IeM COCTaBJICHA HpI/IBeI[eHHaSI HHMXKC pOI{OCJ’IOBHaH.
' Cxema 1.

! O—® OTO -7t

11

a) [IpounTaiiTe poAOCIOBHYIO, B35IB 32 UCXOJHBIN MyHKT mpoOanaa. B kakom
POACTBE ¢ MPOoOAHAOM HaXOATCs ero OoJibHBIC poacTBeHHuKHU 1-2; 11-5; 1V-2.?

0) Kak nacnemgyercs 00yie3Hb: JOMHUHAHTHO WJIU PEIIECCHUBHO, CLETICHO C TO-
JIOM WJIM ayTOCOMHO?

5. I[J'If[ CEMbHU C HACJICACTBCHHBIM 33,60J'I€B3HI/I€M COCTaBJICHA pOIIOCJ'IOBHaH
Cxema 2

—0

6

o

a) CymectByert ju pojictBo Mexay 1-2 u 11-4? Mexny npobaHaoM u KeHOM?.

0) Hacnenyercs 607e3Hb KaK JOMUHAHTHBIN U PEIECCUBHBIN, ayTOCOMHBIN
WJIU CUEIICHHBIN C MOJIOM MPU3HAK?

B) Kakue unieHbl po/10CI0BHON ¢ HECOMHEHHOCTBIO T€T€PO3UTOTHBI?

15



6. Jlst cembu ¢ HaCIEICTBEHHBIM 3a00JIEBAHIEM COCTABJICHA POJIOCTIOBHAS
Cxema 3.

a) B xakom poactse coctout 6onbHOM I11-3 ¢ 6onpHBIM 11-7 11 111-87?
0) Kak nacnemyercs 601e3Hb?
B) Kakue 4ieHbl poi0CI0BHOM reTepO3UTOTHBI?

e lluroreHernuecKuu MeTOX

7. Onpenenure, Kakoe MOTOMCTBO MOXHO OKUJIaTh B Opakax:

a) ®eHUIMHa ¢ TprucoMuen mo X-xpomocome (47,+X), My>KUMHa C CHHAPOMOM
Hayna (47,+21);

0) 3mopoBas skeHmuHa (46,XX) u MyxuuHa ¢ cuHapomoM KraitHbensTepa
(47,XXY).

8. B anacdaze Mutoza y ueisoBeka He pa3onuiach :

a) OJIHA Mapa XPOMOCOM,;

0) JIBe mapbl XpOMOCOM.

Onpenenure KOIMYECTBO XPOMOCOM B IOYEPHUX KIIETKAX.

9. [Ipu xpoHudyeckoM Muesoeikose B 21-if XpoMocoMe YeIoBeKa BOSHHUKOET
HexBaTKa. MHAMBUI, MOJYYHBIINN JaHHYIO XPOMOCOMY, 3a00JIeBaeT JIEHKO30M.
Onpenenure BEpOSATHOCTh POXKIACHUS 3I0POBBIX JIETEH OT TOTO MHIWBHUAA

10. B kapuoTtune >KeHUMHbI OOHAPYKEHO MATh X-XpoMocoM. OObSICHUTE Me-
XaHW3M BO3HUKHOBEHUS TAKOTO KapUOTHUIA. Y KAKHUTE, NPU CIUSHUM KAKUX raMeT
dbopmupyeTcs 3Urota ¢ TaKuM KapuoTunom. IlokaxuTe MexaHU3M BO3HUKHOBEHUS
TaKuX raMeT B MPOLECCE MEW03a U YKaXKUTE YUCIO XpOMOCOM B HuUX. Hamnmmmre
bopMyiTy KapHOTHUIIAa KEHITMHBI M YKOKUTE YUCIO XPOMOCOM B HUX. UTO siBisieTcs
MIPUYUHOW TAHHOTO CHHAPOMA. YKAXKUTE YHUCIIO Tejel bappa npu JaHHOM Kapuo-
THUIIE.

3az[aq1/1 A CaMOCTOATCIIEHOT'O PCIIICHU A

1. Coopnuk «Bocnomunanust o PaxmannnoBe» (1967) He TOJIBKO pacKpbIBaeT
cnenuuKy KH3HA W TBOPUYECTBA KOMITO3UTOPA, HO M TMO3BOJISIET MOAPOOHO BOC-
CTaHOBUThH ero pojociioBHyto. Ilpanenom Cepress BacunbeBuua Obul ['epacum
HNesneBuu PaxmannHoB. CbiH ero Asiekcanap I'epacumoBuY xkeHuUica Ha Mapuu
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ApxkanpeBHe, ypoxxieHHOM baxmerbeBoil. Pano oBnoBeB, Mapust ApkaapeBHa BTO-
prYHO BhINUIA 3amMyXk 3a M. @. MamanoBuua. ChIHOBbS €€ KaK OT MEPBOro, TaK U
OT BTOpOTo Opaka — Apkaauit AnekcanapoBud PaxmannHoB u @. M. MamanoBuu
— YHacJe[0BaJIl JIIOOOBh MaTepy K MY3bIKE M ObLIM OYEHb TAIAHTIUBBI. ApKaaui
AnexkcannpoBud OblI skeHaT Ha BapBape BacunbeBne, ypoxaennoi [1aBmosoit. ¥V
HUX ObUIO JeBATH AeTei: Bacwimii, Mapus, Bapsapa, FOnus, Auna, Anekcanap.
HNmeHa emie Tpoux B COOpHUKE HE yroMuHaroTcs. Bacuiuii ApkajgbeBUY >KEHUIICS
Ha JIto6oBu IlerpoBHe — nouepu renepana Ilerpa MBanoBuua byrakoBa u Codbu
AJleKCaHIpOBHBI, ypoxaeHHON JIuTBuHOBON. ¥ Bacunusa ApkanseBuda u Jlro0oBu
[lerpoBHbl ObUTO mIECTH nAeteil: Enena, Bnagumup, Cepreit (Oyaymuii KoMmno3u-
top), Codbsi, BapBapa u Apkaamii. Cectpa Bacumis ApkanbeBuua — Mapus Ap-
KaJIbeBHA BbINLIA 3aMyK 3a AHapess MBanoBuua TpyOHukoBa. ¥ HHUX ObUIO JBE
nouepu — Onbra u Auna. Bropas tetka C. B. PaxmannnoBa — Bapeapa Apkaabes-
Ha — ObUIa 3aMykeM 3a Asnekcannpom AnekcangpoBuueM CaTuHbiM. Y CaTHHBIX
obu10 TIATH neteit: Anekcanap, Harames, Codbs, Bragumup u Mapusa. Haranes
AnekcangpoBHa B 1902 r. crana xxenoit Ceprest BacunseBnua. FOnust ApkagpeBHa
— TPEThsl TETKa KOMIO3UTOpa — OblIa 3amyxkeM 3a Mibeit MaTBeeBuueM 3UIIOTH.
Onu umenu nouys BapBapy u 1ByX chIHOBEM: Anekcannpa u Jmutpus. Anekcanap
Wnbuya 3unotu Obut Beero Ha 10 neT crapiie cBoero aBoropoaHoro Opata Cepres,
HO B IeproJ] 00yueHus: ero B MOCKOBCKOM KOHCEpBAaTOpUU ObLI yke MpodeccopoM
U yuutenem Oyayniero kommosuropa. Anexcanap Minbny 3WI0TH BIOCIEACTBUU
mHoro nomorain C. B. PaxmanuHoBYy B npornarasjie ero TeopuectBa. OH ObLI KeHaT
Ha Bepe IlaBnoBHe TperpakoBont — nouepu [laBna MuxaimoBrda — OCHOBATEIA
TperpsakoBckoil ranepen. U3 nerenn Anexcanapa Wnenua m Bepwl [laBnoBHBI B
«BocnomuHanusax» Ha3zBaHbl Anekcanap, JIes, Bepa, Okcana u Kapuena. Eme oa-
Ha TeTka C. B. PaxmannHoBa — AHHa ApkaJbeBHa — Oblila 3aMy>keM 3a [ puropuem
OunmunmoBuueM [IpubsiTkoBbiM. X cbiH Apkanmii ¢ »keHoil 3oeit HukonmaeBHoM
uMenu tpex aouepeit — 3ot0, Eneny u Tarbsany. U3 npyrux Omrkalimux pojcT-
BEHHUKOB B «BocnoMmunanusx» ynomuHaercs nsaas C. B. PaxmanunoBa Auek-
canzp ApkaaseBud u ero noub Jluaus. Y Ceprest BacunbeBuya u Hatanbu Anek-
caHApoBHEI ObI0 1Be mouepu: Upuna u Tartesna. Upuna CepreeBHa Oblia 3aMy-
xeM 3a [letpom ['puropreBudem BonkonckuM, y Hux Obuta nous Consi. TaThsiHa
CepreeBHa BbilUIa 3aMyk 3a bopuca FOnbeBnua Kontroc. M3 ux aereit ynommHaer-
Cs JIIIb ChIH AJIEKCaHIP.
CocTtaBpTe POIOCIOBHOE AEPEBO CEMbU PaXMaHMHOBBIX MO 3TUM JTAHHBIM.

2. H.I1.Konuanosckast B kaure «Jlap Oecuennsiit» (1974) omuceiBaeT pojo-
cioBHYIO cBoero nena Bacummst Banosuua Cypukoa. Kazaunit pog CypuKoOBBIX
WCITIOKOH BEKOB Hec KapayibHyto ciyxk0y. Ceiny Ilerpa Cypukosa, ecayny lletpy
[leTpoBudy, B OJJHOM M3 CTHIYEK C MHOTOPOJIIAMHU BBIOWJIU TJIa3 CTPEJION M3 JIyKa.
C Toit mopsl mipo3Banu ero Iletpom Kpubim. V Tlerpa KpuBoro Obuto Tpu chiHa:
MBan, Matseii u CtenaH. Y Ka)XJI0ro U3 HUX TOKe ObUIM ChIHOBBA: Bacunuii MBa-
HoBUY, Bacunuiit MarseeBuu u Anekcanap CrenanoBuy. Y Bacunus MBaHoBuya
CypukoBa 0b11 cbiH MBaH, a y 3Toro MBana — cein Bacumnuii, KOTopoMy u Cy>KJI€HO
ObLTO cTaTh XyAoKHUKOM. Otenr xynoxHuka MBan BacunbeBuu CypHUKOB CITY>KUIT
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peructparopoM B cyze. Ero xxena — kazauka IIpackoBbs ®@enopoBna ToprommHa —
oOnanana 6obIIoN daHTa3uel, caMa MpuIyMbIBaia y30pbl JIJIsl BBIIIUBKHA KOBPOB
U 11ane, ymena Ba3aTh KpyxkeBa. [lo nuHUM oTHa y Oyayliero XyJa0KHUKa ObLIO
nBa asau — Mapk u npyrou, kak u Bacun oren, UBan. Ilo muaun matepu y Bacu-
aust ObuIo TpU poaubix asnu: MBan denopoBuy, ["aBpuna denoposuu u Cremnan
denopoBUY M OJMH JIBOIOPOAHBIN nsiasi — MBan AunexkcanapoBuu TopromwuH. Y
NBana BacunseBuua u [IpackoBbu denopoBHBI ObUTH €II€ AETH — POAHBIE OpaT U
cectpa Bacu — Exarepuna u Anekcanap. Kpome nux y Bacu Obuia eme 1Boropo-
Has cectpa Tans — qoub Ctenana degopoBuya, U JIBE TPOIOPOIAHBIE CECTPHI — J0-
yepu MBana AnekcanapoBuya ToprommHa. Cectpa Oyayniero xynoxHuka Kars
BBIIILIA 3aMYyK 3a Ka3aka Ceprest BacunbeBuua Bunorpanosa. Bacunuit IBanoBuu
CypukoB — Xy70>kHUK — skeHuiicst Ha EnuzaBete ne [lapet. Y Hux ObLio aBe goue-
pu — Ons u Jlena. Oten keHbl XyJa0oKHMKA KanuTaH ABryct ne llaper Obun us-
BECTHBIM PEBOJIONMOHEPOM. Ero xena — Mapust — 104b SMUTPHUPOBABIIETO BO
Opannuio nexadpucta Asnekcanapa CBuctyHoBa. B cembe ABrycra u Mapuu ne
[Tapet ObuT cbiH Muxaui U 4eTbIpe JouepH, crapiias u3 koTopeix CoHsi, a Miaj-
masi Enuzasera. CocTaBbTe pOJAOCIOBHOE JEPEBO CEMBH XYI0KHUKA.

3. III. Aysp6ax (1969) mpuBOAKNT TaKyrO POJOCIOBHYIO IO MIECTHMAIOCTH. J[Be
mecTunanble cectpel Mapraper 1 Mapu BBIIUIA 3aMYyK 32 HOPMAJIBHBIX MY’KUHH.
B cembe Mapraper Obuto nsitepo aereit: Jxeitme, Cycanna u J[3Buj ObLIN 11€CTU-
najgsiMu, Jiia u Puuap — natunaneivu. B cembe Mapu Oblia € IMHCTBEHHAS JJ0Yb
JIxeitH ¢ HopMallbHBIM cTpoeHueM pyk. OT nmepBoro Opaka J[>keitmca ¢ HOpMab-
HOM >KEHIIMHOW pojuiiack mectunanas goub Capa, OT BTOporo Opaka Takke ¢
HOPMAaJILHOM JKEHIIIMHOW y HEero ObUIO MIECTh JETEW: OJHa J10Yb M JIBa ChIHA HOP-
MaJIbHO MSATHUIIAIIBIE, BE AJOUYEPU U OJWH ChIH — HIECTUIAJIbIE. DIIJIa BBIILIA 3aMYK
32 HOPMAJIBHOTO MY>KUMHY. ¥ HUX OBUIO JIBa ChIHA U YETHIPE JOUEPU — BCE IISITH-
nanbele. J[PBUI KEHUIICS HAa HOPMAJIbHOM JKEHIIUWHE. EJIUHCTBEHHBIM HX CbIH
Yapnp3 okazaics mecTunaibiM. Puyapa )KeHWICS Ha CBOEM JIBOKOPOIJHOM CECTpe
JIxeitH. /IBe, ux novyepu U TpH CbiHA OBLIM MATUIATIBIMU.

Onpenenute BEpOATHOCTh POKICHUS ECTUNATIBIX IE€TEN B CIIydasiX:

a) bpaka HopmanbHOM nodyepu J>keiimca ¢ oTHUM U3 ChIHOBEH Pruuappa.

0) bpaka Capsi ¢ ceiHOM [[PBHA.

4. Y MONOABIX 30POBBIX POJUTENIEH POJUICS CbIH CO MHOKECTBOM MOPOKOB
pa3BuTHs, Kapuotun pedenka 46, XVY,13+. Kak Ha3zbiBaeTcs MaHHBIN HACIEACT-
BeHHBIN cuHapoM? Kak Ha3bIBaeTcs AaHHas myTtanusa? Hanummre reHeTudecKyro
cxeMy Opaxa.

5. YV IreHOTUIINYECKH 3J0POBBIX POAUTENEH pOAMIACH A0Yb, Y KOTOPOH B KIIET-
KaX CIU3UCTOM 00OJIOYKH POTOBOM IMOJOCTH IMOJOBOM XpOMATUH HE OOHAPYKEH.
Hanummre xpoMocoMHbIi Habop 3TOM AeBoukU. Kak Ha3pIBaeTcs NaHHBIN HacIed-
CTBEHHBIM CHHAPOM. YKa)KMTE BO3MOKHBIEC ITPUYMHBI HAPYILIECHHs YHCIIA XPOMO-
COM B €€ KapUOTHUIIE.

18



e [lonyJAMOHHO-CTATUCTUYECKUI METO/

6. AnpOuHM3M OOLIMI HacleayeTcss Kak pEeIeCCHUBHBIA ayTOCOMHBIA TMpH-
3HaK. 3aboneBanue BcTpedaercss ¢ dactoTtoir 1:20000 (A. MronTiuar; 1967; K.
[Itepn, 1965).

BbIaucinTe KOJTMYECTBO TETEPO3UTOT B MOMYJISIINH.

7. AnbKanToOHypHUs HacieayeTcs Kak ayTOCOMHBIA PElleCCUBHBIN MPU3HAK. 3a-
ooneBanue BcrpedaeTcs ¢ yactoror 1 : 100000. Berauciure KoJIudecTBO TeTepo-
3UTOT B TOMYJISIIIUY.

8. I'myxoHeMoTa cBsi3aHa C BPOXKIEHHOW TIIyXOTOW, KOTOpasl MPEMSTCTBYET
HOPMAaJILHOMY YCBOEHHIO peun. HacnenoBanue ayrocomMmHO-peneccuBHoe. Cpenusis
yacToTa 3a00JIeBaHMsI KOJEOJETCs MO0 pa3HbIM cTpaHaM. J[Jig eBponelcKuX CTpaH
oHa paBHa npubauzurensHo 2:10000. Ompenenure BO3MOKHOE YUCIO T€TEPO3HU-
TOTHBIX IO TIIyXOTE Jto/Iei B paitoHe, BkirouatomeM 8§ 000 000 xurenei.

9. Onna u3 dopm GpyKTO3ypUU MPOSBISAETCA CyOKIMHUYECKH. JledekThl 00-
MEHa CHUXAIOTCS MPHU UCKIIOUEHUU (PPYKTO3BI U3 MUIIU. 3a00JieBaHUE HACIEY-
€TCs1 ayTOCOMHO-PENECCUBHO U BeTpeuaercs ¢ yactorod 7:1 000 000. Onpenenure
YHCJIO TE€TEPO3UTOT B MOMYJIAIIHH.
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3anamue No 4
HACJIEJCTBEHHOCTbDB U ITATOJIOT'UAI.
I'EHHBIE BOJIE3SHU. XPOMOCOMHBIE BOJIE3HUA

BueayautopHas padoTa

e [loBTOpHUTE CTpOEHNE HYKJIEMHOBBIX KUCJIOT, CBOMCTBA IT€HETUYECKOTO KO/Ia.

e 3apucyiiTe cxeMy cuHTe3a Oenka B kierke, obo3HaunmB JIHK, u-PHK, T-
PHK, pubocombl, aMUHOKHUCIIOTHL..

e l3yunrte 1Mo JEKIIMOHHBIM MaTepualiaM THUIIBI HACJICAOBAaHUS MOHOTECHHBIX
MIPU3HAKOB: AyTOCOMHOE U CILICTNICHHOE C MOJOBBIMU XPOMOCOMAaMH.

e O3HAaKOMBTECh C MaTepHajlaMd CaWToOB:  WWW.vmeste-so-vsemi.ru,
www.mukoviscidoz.org, www.hemophilia.ru , www.pomogi.org

e Ha caiite www.ugolnikova.ucoz.ru mpocMOTpPHUTE CIOKEThI O HACJICICTBECH-
HBIX 3200JIeBaHHUIX

Pexkomenoyemoe yueonoe nocooue: 3.J]1.Pyban, ['eHeTrka 4enoBeka ¢ OCHO-

BaMU MEAUIIMHCKOU reHeTuku, PoctoB-Ha [Jony, «®enuxcy , 2013.

AVI[I/ITODHEUI pa60Ta

e MoJiekyJsipHble OCHOBbI HACJEACTBEHHOCTH. I'eHHbIe MyTaunuu. I'eH-
HbIE 00JIe3HM.
Pewenue 3aoau:

1. Yuactok monekynsl JJHK, xoaupytonuii 4acTh moJumenTiaa, HUMEeT clie-
nyromiee crpoerue: ALIATAT'THIAAITA. Onpenenute mociienoBaTeIbHOCTh
AMUHOKHCJOT B MOJIMIIENTHIC.

2. [Ipu oxno#t u3 dhopm cuaapoma dankoHu (HapymeHUE 00pa30BaHUS KOCT-
HOM TKaHU) Y OOJBLHOTO C MOYOU BBIJICTSIOTCS aMUHOKHUCIIOTHI, KOTOPBIM COOTBET-
ctByroT crnenyromme tpurietel UPHK: AAA, LI'Y, T'AA, ALY, TVY, YVA,
VIV, YAY. Onpenenute, BblICICHHE KAaKUX AMUHOKHUCIIOT C MOYOW XapaKTEPHO
1t cuaapoma GaHKoOHU.

3. Y yenoBeka, OOJBHOTO ITUCTUHYPUEH, C MOYOM BBIJEISIOTCS aMUHOKHUCIIO-
ThI, KOTOPBIM COOTBETCTBYIOT cieayronme tpumuietsl u-PHK: VIV, VIV, I'TLY,
ITY, HAT, OI'Y, AAA. Y 310poBOro 4ejioBeKka B MOoue OOHapyKUBAETCs ajlaHUH,
CepUH, TIIyTAaMUHOBAsI KMCIIOTA U TJIUIUH.

a) Beienenrue kakux aMMHOKHCIIOT ¢ MOYOW XapaKTepHO Jis OONbHBIX UCTHU-
Hypuen?

0) Hanumure TpumnieTsl, COOTBETCTBYIOIIME aMUHOKUCIOTAM, UMEIOUIUMCS B
MOY€ 3I0pPOBOr'0 YEJIOBEKA.

4. Kak nu3meHuTcs cTpyktypa Oemnka, ecnu u3 koaupymoimero ero ydactka JJHK
- AATAATTTAAATI'TI ynanuts niateid 1 13-i1 ciieBa HyKJI€0TH b1 ?
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5. Kakue m3meHeHUs] MPOU3OHIYT B CTPOSCHUU O€liKa, €CIM B KOIUPYIOIIEM
ero yuactke [[HK - TAAITAAATAALAAAA mexnay 10-m u 11-m HykiieoTuaaMu
BKJIIOYUTH IMTO3UH, MeXAy 13-M u  14-M - TUMUH, a Ha KOHIIE IPUOABUTH €IIIe
OJIVH aJICHUH?

6. Yuactok Monekyibl JJHK, kogupyromumii moaunenTua, MMeeT B HOpME clie-
OYIOIUNA TOpsiIoK a30TUCThIX ocHoBaHui: AAAAIITAAAATALTTATALIAA.
Bo Bpems perMkanuu TpeTUi ciaeBa aJIeHuH BhInall u3 uenu. OnpeneanTe cTpyK-
Typy HOJIANIENTUAHON LENH, KoaupyeMon nanHeiM yyactkoM JJHK, B Hopme u no-
CJI€ BBINAJCHUS a/ICHUHA.

7. TlonumenTus COCTOUT W3 CIEAYIOIMIMX AMUHOKHUCIIOT: BajlUH — aJlaHUH —
TJIMIUH - JIU3UH — TpUnTo(aH — BaJluH — CEpUU — IIyTaMUHOBas kuciora. Omnpe-
nenure cTpykTypy ydactka JIHK, kogupyroiiero ykazaHHbId MOJANENITHI.

8. IlomunenTu COCTOWT U3 CIEAYIOMIUX AMUHOKUCIOT: aJlaHWH - LUCTEUH -
TUCTHUIIVH - JIEMIIUH - METHOHUH — Jn3uH Onpenenure cTpykTypy ydactka JIHK,
KOJUPYIOLIEro 3Ty IOJIUIEITUIHYIO LIETIb.

9. Acnaparus - MMLIMH - (EeHUIATaHUH - TPEOHUH — BaJIMH-TU3UH-U30JICHIINH-
JICMIUH aMUHOKUCJIIOTHI, ITIOCIEA0BATENIBHO COCTaBIAtomue nonunentun. Onpeze-
auTe cTpyKTypy ydactka JJHK, konupyromero 1aHHplii HOJIUNENTH.

10. YeTBepThlil ENTH B HOPMAIBHOM T'eMOTJI00MHE (TeMOTJIO0MH A) COCTOUT
U3 CIEIYIOINX aMUHOKUCIIOT: BaJUH - TUCTUAMH - JIEHIUN - TPEOHHUH - MPOJIUH -
TIIyTaMUHOBAs KHCJIOTA - TIIyTAMUHOBAsI KUCJIOTA - JIN3UH.

a) Y OOJIBHOTO ¢ CHMIITOMOM CIUICETIOMETATHU MPU YMEPEHHOW aHeMHH OOHa-
PYXWIH CIEAYIOIUN COCTaB YETBEPTOrO MENTHU/A: BaJIUH - TUCTUUH - JEULIUH —
TPEOHUH - MPOJIUH - JIU3UH - TTyTaMUHOBAs! KUCJIOTA - JTU3UH.

Onpenenure n3Menenus, npowmsowmenmue B JJHK, xogupyromein derBepToiid
NEMNTU TeMOTJIO0NHA, TOCTIE MYTAIIUH.

0) Y 00JIbHOTO CEPIOBUIHOKICTOYHOM aHEMUEH COCTaB aMUHOKHUCIIOT YE€TBEP-
TOTO MENTHA FeMOTJI00MHA CIETYIONINI: BaJIMH - TUCTUIUH - JIEHIUH - TPEOHHH -
MPOJIMH - BAJIMH - TIIyTAMUHOBAsI KMCIIOTA - JIU3HH.

Onpenenure n3menenus B ydactke JHK, xoaupyromem yeTBepThld HNENTUL
reMorjao0nHa, IpUBEAIINEe K 3a00JI€BaHUIO.

e XPpOMOCOMHBIE H TEHOMHbI€ MyTalH. XPOMOCOMHBIE 00JIE3HU.

11. ITonoBo#t X- xpomatul (tenbile bappa) nHakTUBUpOBaHHAs U KOHACHCH-
poOBaHHasi OAHA M3 X-XpPOMOCOM COMAaTHYECKHMX KIIETOK B Mepuoi HHTepda3bl.
YKaxute KOJMYECTBO TeEJIEl NOJOBOTO XpOMaTHHA B KJIETKaX 4eJIoBeKa, ecliu Ka-
puotun 46,XVY; 46,XX; 47,XXX; 47XXVY; 45,X0; 48, XXXV ; 48, XXVYV.

12. Kaxoif kapuoTun UMeeT My>X4HMHa, CTPAAAIOIINNA MUEIIOIEHKO30M, €CIH Yy
HEro oOHapyXeHa «punaaenbPuiickas XpoMocomar?
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13. Kakne wuccrnenoBanus HEOOXOAMMO MPOBECTH MPH TMOCTAHOBKE JMArHO3a
XPOMOCOMHOTI0 3a00JI€BaHUSI.

3aodauu 05 camocmosmenbHo2o pEeWEeHUA

1.. [TepBeie 10 aMuHOKHUCIOT B 1lenu B uHCynuHa: (eHUIaIaHuH - BaJIHMH - ac-
[IaparuHOBasi KUCJOTA - TJyTAMUH - JICWLHUH - [IUCTEUH - TJIUMLUH - CEPUH - THUCTH-
nuH. Onpenenure cTpykTypy yudactka JJHK, kogupyromiero 3Ty 4acTh ey UHCY-
JIMHA.

2. HayasbHBI y4acTOK IIEHH A MHCYJWHA MPECTaBIEH CACAYIOMMUMHU MAThIO
AMUHOKHCIIOTAMHU: TJIMLIMH - U30JICUIIMH - BaJIUH - TIyTaMUH - r1yTaMuH. Onpene-
auTe cTpykTypy yuactka JJHK, koaupyroiiero 3Ty 4acTh LIENH UHCYJIMHA.

3. OnHa u3 neneil puOOHYKJII€a3bl MOKETYIOYHON KeJle3bl COCTOUT U3 Clle-
aytomux 14 aMMHOKUCIIOT: TUIyTaMUH — TJIMIMH - aclaparuHoBasi KMCJIO0Ta - Mpo-
JIMH — TUPO3UH - BAJIMH — MPOJIUH — BAJIUH — UCTUAWH - (PEHUJIAINH - acllaparu —
ananvH — cepun — BanuH. Onpexnenure cTpykTypy ydactka JJHK, koaupyromero
ATy 4acTh IeNU PUOOHYKIIea3bl.
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3anamue No 5
MEJUKO-TEHETHYECKOE KOHCYJbTUPOBAHUE

BaeayauTopHas pa60Ta

o ChopMmymupyiiTe 1enum W 3a7a4d MEIUKO-TEHETHYECKOTO KOHCYJIhTHPOBA-
HUS.

e l3yunTe 0COOEHHOCTH MPOCHEKTHUBHOTO M PETPOCIIEKTUBHOTO KOHCYIIHTH-
pOBaHMS, METOJMKU OIEHKH T€HETHYECKOTO PUCKA.

e Ormpenenure TOKa3aHWUS K MPOBEICHHUIO IPEHATaIbHOW JUArHOCTHKUA U
KIaccu(pumupynTe ee METOIbI.

o [lepeuncnure HACIEACTBEHHBIC 3a00JIEBaHUS, MOICKAINE MaCCOBOMY He-
OHATAJILHOMY CKPUHHUHTY.

e Ha caiite www.ugolnikova.ucoz.ru mpocMOTpHUTE CIIEIYIOUIUE CHOXKETHI:
«I"eHHas Tepanus»,

Pexkomenoyemoe yueonoe nocooue: 3.J]1.Pyban, I'eHeTrka 4yenoBeka ¢ OCHO-
BaMU MEAUIIMHCKOU reHeTuku, PoctoB-Ha [Jony, «®enuxcy , 2013.

AvyautopHas padoTa

e Meauko-reHeTHYECKOe KOHCYJbLTHPOBaHHe. PacueT TreHeTHYeCKOro
PHCKA.

Pewenue 3aoau:

1. Tlpobana — 3m0opoBasi 3aMy>KHsi JKCHIIMHA, OOpaTHUBIIAsCI B MEIUKO-
TCHETHYECKYI0 KOHCYJIBTAIHIO TI0 BOIIPOCY O MPOTHO3€ 3a00JIEBaHUS Y MTIOTOMCTBA
B CBSI3M CO CITydyassMH MaHHMAKaJIbHO-JEMPECCUBHOTO Mcuxo3a B ceMmbe. Ee poaure-
7m, Opat u cectpa 310poBbl. CecTpa umeeT 370poBoro pedenka. [lo marepuHckon
JIMHUY - TETKA, JIBE €€ ouepH, e u 6adka 310poBbl. 110 OTIIOBCKOM JIMHUKA UMeE-
I0TCS 37I0pOBBIE TeTKa U AsAs. J[BOIOpOIHBIM OpaT OT TETKH MpoOaHaa 370pOB,
JIBOIOPOJIHASI CecTpa OT Jsiau 0oJieeT MaHUAKAIBbHO-ACTIPECCUBHBIM TICUXO30M.
Oroit ke 00JIe3HBIO CTpaaaia cectpa 0abku 1o oTioBckor jauHNM. Cama 6a0ka u
Jea 3M0poBBl. MyX mpoOaHma, ABE CECTPhI €To, IUIEMSHHHIIA U POAUTEIIA MYKa
310poBel. Jlen u 6abka Toxke ObutH 310pOBBI. COCTaBBTE POJOCIOBHYIO, OMpEie-
JUTE, Yepe3 KOTo U3 IMOKOJICHUS JICIOB IepeaacTcs IeH MpeapacioioKeHHOCTH K
00JIe3HU.

2. CocTaBbTe POJIOCIOBHYIO CEMBH CO CIIy4aeM BPOXKICHHOUW KaTapakThl. [Ipo-
0aHJ - My)KUWHA, CTPAIAFOIINN KaTapakTol, KOTopas OblIa TakXKe Yy MaTepH U Aena
0 MaTEPUHCKOW NHUU. [/, TeTKa CO CTOPOHBI MATEPU U TPH JIBOIOPOIHBIX
Oparta ot msam 3mopoBbl. OTtern mpoOaHa, TeTKa MO OTIOBCKOW JIMHUM, a TAKXKe
nen u 6abka co CTOpOHBI OTIA — 370pOBHI. JKeHa mpobaHaa, ee cecTpa, aBa ee Opa-
Ta W POTUTENIN >KEHBI 370poBbl. M3 nByX Aerel mpoOaHa, ChIH 370pOB, a I0Yb
CTpPAJaeT BPOKICHHON KaTapaKTOM.
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a) CocTaBrUB pOAOCIOBHYIO (UETHIPE MOKOJICHHMS), ONPEACIUTE TUII HACIEN0-
BaHUS 0OJIE3HH B 3TOI ceMbe.

0) YkaxuTe reHOTHIBI TeX YICHOB CEMbH, Y KOTOPBIX T'€HOTUI MOXET OBbITH
YCTaHOBJIEH JIOCTOBEPHO.

3. CocTaBbTE POJOCIOBHYIO CEMBH CO CIy4YasiMU MPOrPECCUPYIOLIEH MuoIma-
tun J{romenna (aTpodus CKEIETHOW MYCKYJIATyphl ¢ OBICTPBIM PAa3BUTHEM M TS-
xenbiM TedeHueM). [Ipobann — O0onpHOM Muonartveit Manpuuk. [1o maHHBIM COO-
PaHHOTO Y pOJIUTENCH aHAMHE3a, CAaMH POJIUTENH U JABE CECTPHI MpobdaHa 310po-
BEI. [10 OTIIOBCKOM NWHWM JBa ASAM, TETKA, A€ U 0a0ka mpobaHaa 310poBhL. J[Be
JIBOIOPOJIHBIE CECTPhI OT JSM U JBOIOPOJHBIN Opar OT TeTH MpobOaHjia 30POBHI.
[To nuauu matepu npoOaHa OAUH U3 ABYX Adned (cTapiinid) 60Jeal MUOMATUEH.
Bropoii asst (310poBbIit) UMEN IBYX 3JI0POBBIX CHIHOBEH U 37J0POBYIO J104b. TeTs
npoOaHja umena 00JIbHOTO chiHa. Jles u 6abka 3710pOBHI.

a) CocTaBUB POJOCIOBHYIO, OTMETHTE THII HACJEI0BaHUs OOJIE3HU B 3TOH ce-
Mbe.

0) YKaxuTe reTepo3uroTHhIX YJICHOB POJOCIOBHOM.

4. [IpoGana — HOpMabHAs KEHIIUHA — UMEET MSATh CECTEP, ABE U3 KOTOPBIX
OJTHOSIMIIOBBIE OJM3HEIbI, JIB€ — JBYSAWUIIOBBIE OnM3HEIBl. Bce cecTpsl MMEIOT
IIECTh MaJbLIeB Ha pyke. Math mpoOaHaa HOpMaibHa, oTel — mectunanbiid. Co
CTOPOHBI MaTepH BCE MPEIKH HOPMabHBI. Y OTIA JBa OpaTa M YeThIPE CECTPhI —
Bce TsiTUIanbie. babyika mo TMHUYM OTIIA mecTUnanas. Y Hee ObLIO JIBE IIECTUIIA-
JIbI€ CECTPBI M OJHA MSATUIIAIAs. [[enyIlKa mo JUHUU OTIa U BCE €r0 POJACTBEHHUKHU
HOPMAaJIbHO MSATUIIAJIBIC.

OnpenenuTe BEpOSTHOCTh POXKJICHHS B CeMbE MPOOaH/Ia IMIECTUMANBIX JCTCH
IIPY YCJIOBHH, €CJIM OHA BBIMAET 3aMYyk 32 HOPMAJIbHOTO MYXYHHY.

5. CocTaBbTe pOAOCIOBHYIO U OINPEACIIUTE TUIl HACJIEI0BaHUS OJTHON U3 (HopM
rJIayKOMBI 110 JaHHBIM aHaMmHe3a. [Ipobann (MykunHa) ctpagaeT riaaykomoil. Ero
nBa OpaTa U JBE€ CECTPHI, a TaAKXKE POJIUTEIH, CECTpA MATEPU U TPOE U3 YEThIPEX
OpaTbeB MaTepu 370pOBLI. Tpu ChIHA U JIBE J0Uepu OOJIBHOTO OpaTa MaTepu mpo-
Oannma 3m0poBbl. babka mpoOaHga CO CTOPOHBI MATEPU U €€ JIBE CECTPHI 310POBHI.
bpar 6abku Gonen. M3 miectu chiHOBEW ogHOW W3 cecTep 0a0ku J1BOe OOJBHBI.
Bropas cectpa 6a0ku nmeeT Tpex OOJTBHBIX CBIHOBEH M3 4YeThipeX. Ee uetbipe mo-
Yyepu 3/10pOBbI, U JIB€ U3 HUX UMEIOT 3J0POBbIX JI€TEH: 0/IHA — IBYX JoUepen U of-
HOTO ChIHA , BTOpas — OJIHOTO ChiHAa. bonbHOI OpaT 0a0ku MMeeT IBYX 3A0POBBIX
J04Yepeid, 0JTHa U3 KOTOPBIX O€3/I€THA, TPEX 3J0POBBIX BHYUYEK U OJTHOTO 3JI0POBOTO
BHyKa. OniuH ero BHyK OosieH. PoguTtenu 6a0ku nmpobaHa 370pOBbl, HO MaTh 6a0-
KM UMeeT JBYX O0JbHBIX OpaTbeB. PoguTenu npadadbku mpodaHaa 370pOBHI.

6. ApaxHomakTwIHs (Maydbu TMaJbIbl) HACIEIYEeTCs KaK JOMHHAHTHBIA ayTo-
COMHBIA MPHU3HAK C MEHETPAHTHOCTHIO, paBHOU 30%. JIeBOPYKOCTh — PELECCUB-
HbIII ayTOCOMHBI NPHU3HAK C IOJHOW MEHETPaHTHOCThbIO. OnpenenauTe BEpOsAT-
HOCTb POXKICHHSI peOCHKA C IBYMSI aHOMAJIUSIMU B CEMbE, B KOTOPOH 00a poauTess
reTepO3UOTHBI 110 00EUM Mapam r'eHOB.
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/. Ilonarpa siByisieTCss IOMUHAHTHBIM ayTOCOMHBIM ITpu3HaKoM. [To HeKOTOphIM
JIAHHBIM, TIEHETPAHTHOCTh 3TOTO T€Ha y MYKUMH cocTaBisieT 20%, a y KEHIIUH
OHa paBHa HyIt0. KakoBa BeposTHOCTh 3a00J1€BaHUs MOJArPOi B CEMbE T'€TEPO3H-
rotHeix poautenei? KakoBa BepoATHOCTH 3a00J€BaHUs MOAArpoil B cembe, TIIe
OJIMH U3 POJUTENEH TEeTepO3UrOoTeH, a APYrod HOPMAJIEH M0 aHAIU3UPYEMOMY
MPU3HAKY?

8. Ilo maHHBIM MIBEICKUX TEHETHKOB, HEKOTOPHIE (POPMBI MU30(PEHUN HACTIE-
TYIOTCSl KaK IOMUHAHTHBIC ayTOCOMHBIC MpU3HaKU. [Ipy 3TOM y rOMO3UTOT MEHET-
pantHOCTh paBHa 100%, a y rerepo3urot 20%. Onpenenure BEpOSITHOCTh POXKIe-
HUsl OONBHBIX JIETEH B CeMbe, IJI€ OJWH W3 CYNpPYTrOB T'€TEPO3UTOTEH, a JAPYroi
HOpPMAaJICH B OTHOIIIEHUHU aHAIM3UPYEMOro MpU3HaKa.
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[Tpunoxenue 1

KPATKOE ONIUCAHUE HACJTEACTBEHHbIX BOJIE3HEMH,
AHOMAJINU 1 TIOACHEHUE MEJUIIMHCKUX TEPMHUHOB,
NCITOJb30OBAHHBIX B 3AJAYHUKE

AramMmarJio0yJJuHeMHsI — OTCYTCTBUE WJIM PE3KOE CHUKEHUE COJEpKaHUs
0enkoBOM (pakiuu raMMa-TI00yJIMHOB B IJ1a3Me KpoBH. MIMeeT HECKONIBKO (HopM.
[Tpu oxno¥t u3 HUX Oose3Hu BpyToHA — pe3kO MOHMKAETCSI YCTOMYUBOCTH K Oak-
TEepUATbHBIM UHPEKIMOHHBIM 3a001eBaHusIM (THEBMOHUHU, OTUTaM, cercucy). Je-
¢uuuT ramMmma-raoOyJIMHOB HacleAyeTC KaK peleCCUBHBIA, ayTOCOMHBIM MU pe-
LIECCUBHBIN, CUEIUICHHBIN C MOJIOM MPU3HAK.

AxaTtana3us (akaTana3emusi) oOyCJIOBJICHAa OTCYTCTBUEM KaTalla3bl B KPOBH
U TKaHAX. Y IOJIOBUHBI HOCUTEJIEH I'€HOB B IOHOIIECKOM BO3pacTe pa3BUBAIOTCS
A3BBI 114 JIECHAX, Yy JAPYTUX akarana3zeMus npoxoauT OeccumntomHo. Hacnenoa-
Hue O0JIE3HU TPAKTYETCs KaK ayTOCOMHO-PEIIECCUBHOE.

AJabOUHN3M 001U 00yCIIOBJICH NMHAKTUBAIMEH THPO3UHA3bI, BCIEICTBUE Ye-
IO MEJIAHOLUTHI HE CIOCOOHBI 00pa30BbIBaTh MENAHMH. B 3TuX ciydasx Koxka
UMEET MOJIOYHO-OENbI IBET, BOJIOCHI OYEHb CBETJbIC, BCIEACTBUE OTCYTCTBUS
IIATMEHTA B CETYATKE MMPOCBEYNBAIOT KPOBEHOCHBIE COCYbI, TJ1a3a UMEIOT KPaCHO-
BAaTO-PO30BBIM LIBET, NMOBBIIIEHHAs YYBCTBUTEIBHOCTh K CBeTy. Hacmemyercs mo
ayTOCOMHO-PELECCUBHOMY THUITY.

WNHorna anbOMHU3M SIBISIETCS COCTABHOM YacThIO CIOXKHBIX CHHAPOMOB, Ha-
IIPUMEp TaaKTO3EMUMU.

ANBOMHU3M TJIa3HOM (AJIbOMHM3M TJIA3HOTO JIHA) BKJIIOYAET PSJ MOp-
(dosornyeckux M3MEHEHUH Ti1a3a U HapyLIeHUH ero (pyHKIMH: CHUKEHHS 3peHus,
paccTpoicTBa IIBETOBOTO 3peHus u Ap. [Ipu 3TOM murMeHTarusi paay>kHoi 000-
JIOUKH, a TAaK’Ke KOKU U BOJIOC HE W3MeHeHa. Hacnenyercs kak peeccuBHBINA NpU-
3HAK, CUEIUICHHBIN ¢ X-XPOMOCOMOMU.

AJNIBKANITOHYPHUS CONPOBOXKIAETCSA BBIICIIEHUEM C MOYOW TOMOT€HTU3MHOBOM
KHUCJIOTBI, MOJLIEIIOYEHHAs MoUa MpHU 3TOM aHoManuu ObIcTpo TemHeeT. [IposBis-
€TCSl OKpAaIIMBAaHHEM XPSIIEBBIX TKAHEW, B MOKHUJIOM BO3pPACTE Pa3BUBAETCS apT-
pUT. AYTOCOMHO-PELICCCUBHBINA THII HACJIEIOBAHUSI.

AMAaBpPOTHYCCKAS ceMelilHAsi WIHMOTHUSl HMEeT HecKoJbko Qopm. [erckas
dbopma Tes — Cakca oOHapy>KMBaeTCS Ha MEPBOM TOJIy >KM3HU W 3aKaHUHUBACTCS
JIETAJbHBIM MCXOJIOM B BO3pacte 4 — 5 JIeT BCIEACTBUE U3MEHEHUN B HEPBHBIX
KJIETKaX, TJIaBHBIM 00pa3oM KOpbI OOJIBIIMX MOJIyIIApUi U MO3Keudka. Peneccus-
HO-ayTOCOMHOE HACJIEIOBAHUE.

AHTHAPO3HAsA IKTOAEPMAJIbHAS AUCILIA3US XapaKTEPU3YETCs KOMILIEKCOM
IPU3HAKOB: OTCYTCTBUEM MOTOOT/IEICHUS U YacTU 3yOOB, CKYIHBIM OBOJIOCEHHUEM,
HAapyLWICHUEM TepMoperysinquu. Hacienyercss Kak pelecCUBHBIN, CLHETUIEHHBIA C
IIOJIOM MPHU3HAK.

AHrmokeparoma — 3a00JieBaHHE KOXH, XapaKTEpPHU3YIOIIeecs MOsSBICHHUEM
IIPEUMYLIECTBEHHO Ha THUIE MAJIbLEB KUCTEN U CTOI TEMHOKPACHBIX Y3EJIKOB C T'H-
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NEPKEPaTO30M Ha MOBEPXHOCTH. 3a00JieBaHHME CBS3aHO C HapylleHHMeM oOMeHa
docdara u nmunuaoB. ConpoBOXKIAETCA MOYECYHOM HEAOCTATOYHOCTHIO, TOMYTHE-
HUEM POTOBUIIBI TJIa3, MOBBIIICHUEM apTepuaibHOTO AaBieHus. Hacnemyercs kak
PELEeCCUBHBIN, CIETIJICHHBIN € TTOJIOM ITPU3HAK.

AHIHOMAaTO3 CeT4aTOi 000JIOYKH - YAaCTh CUCTEMHOro 3a00JeBaHUs TJa3 U
rOJIOBHOTO Mo3ra. BeipaxkaeTcsi B pe3KOM pacHIMpEeHUUd U. HOBOOOPA30BaHUAX CO-
CyJIOB CEeTYaTKd U B JIET€HEpalluu HEpBHBIX 3jeMeHToB. Hacnemyercs mo ayrto-
COMHO-JOMHUHAHTHOMY THITy € IEHETPAHTHOCTHIO 50%.

Anemus. CymecTByeT paa Gopm aHemHi, 00yCIOBIEHHBIX Pa3IMYHBIMHU Ha-
pyUIeHUSIMH B (DepMEHTATUBHBIX CHCTEMax KpoBH. B HacTosiee mocoOue BKIIO-
YeHbl 3a/1a4l 10 YeThlpeM (opmam, HACIEeACTBEHHAs 00YCIOBIEHHOCTh KOTOPBIX
BBISICHEHA JJOCTATOYHO ITOJIHO.

Anemusa muxkpoyumapuas, uiu avemusi Kyau, unu manaccemusi o0ycioBieHa
pPaccTpoiiCTBOM CHHTE3a HOPMAJILHOTO W B3pocioro remoriioonHa. Kpome Hapy-
HIeHus. MOp(OJIOTUN SPUTPOLMTOB (MULIEHEBUAHA (opMa) HAOIIOJAeTCs B pas-
JMYHOM CTENEHU BBIpaKEHHAs JKENTyXa, U3MEHEHUs B CKeJieTe U Jip. [['oMO3UroTsl
B 90 — 95% ciy4yaeB ruOHYT B paHHEM BO3pacTe, Yy IeTepO3UroT TalacCeMUs Mpo-
XOOUT cyOkiInHn4ecku. HacnenoBanue ayTocCOMHOE C HEMOJHBIM JOMUHHPOBAHU-
eM.

Anemus cepnosuouokiemoynas OOYCIOBIEHa MyTalUeil reHa HOPMaJbHOIO
reMOrJIoONHa Ha S-TeMOTJIOOMH. AHOManbHas MOJEKyJia TeMOrjoOMHa MPU HU3-
KHX HampsDKEHUSX KUCIOPOJa B KIETKE MEPEXOJUT B COCTOSIHUE Iefisl, SpUTPOLIH-
Thl IPUHUMAIOT (HOPMY Cepria WM MoJyMecsia. BeipaxkeHa TMIOKCHUs, HapyIlIeH
BHYTPHUKJIETOYHBIN MeTab0an3M. ['OMO3UIOTHI PEAKO T0KUBAIOT 10 MOJOBOM 3pe-
JIOCTH, Y TETEPO3UroT KIIMHUYECKAsl KapTUHA BhIpakeHa HesicHo. Hacnenyercs ay-
TOCOMHO C HEMOJIHBIM JOMHUHHPOBAHUEM.

Hocurenu rena tamacceMu M CEPIIOBUAHOKIETOYHOM aHEMHUHM YCTOMYMBBI K
MaJIsIpHUH.

Anemusi npumaxuuosas, WU ¢hasuzm, CB3aHa € ACHUIIMTOM TIIFOKO30-6-
docdaraerunporenassl. P. I'purnesckuit (1970) ykaspiBaer, 4to 3TOT AePEKT HE
UMEET CYIIECTBEHHOIO 3HayeHHs A (YyHKIMOHUPOBAHHS JPUTPOLMTA B HOP-
MaJbHBIX (hu3uosiornueckux yciosusx. [locne npuema ¢enarnernHa, cyabhamui-
HBIX M HEKOTOPBIX JPYrHMX HpernaparoB MNPOUCXOAUT TE€MOJHM3 3PUTPOLUTOB,
BCJICZICTBME YETO Pa3BUBAETCS reMojiuThdeckas anemus. Hacnenyercs kak goMHu-
HaHTHBIN, CUEIUIEHHBINA ¢ X-XpOMOCOMOM IIPU3HAK.

Metremor;100MHeMHus1 HAacJieICTBEHHAass OOYCJIOBJIEHA HapylIEHUEM BOC-
CTaHOBJICHHUSI METTEMOTJIOONHA B TeMorio0uH. B cBoro ouepenb, OHa UMEET JiBE
dbopmbl. OnHa cBsi3aHA C MyTalMed HOPMAJIBHOTO TeMOrjoOWHA B TeMOTJI00MHBI
bocron, UYwukaro wu Hekotopele apyrue. Hacnenyerca mo ayTOCOMHO-
JOMUHAHTHOMY THIy U XapaKTEpU3YETCs TSDKEIBIMU IMaTOJIOTUYECKUMHU COCTOSI-
HusiMu opranusMa. [Ipyras ¢opma cBsizana ¢ aeguuurom pepmenta auadpopasbl B
APUTPOLIUTAX, HACIEAYETCS MO ayTOCOMHO-PELECCUBHOMY THITY, B OOJBIIMHCTBE
CJIy4aeB HE JAET SIPKO BBIPA)KEHHON KIIMHUYECKON KAPTHUHBI.

AHMPUIHSI XapaKTepU3YyeTCs OTCYTCTBHEM paayXHOH 000504ku. OOBIYHO
nBycTopoHHee 3aboneBaHue. COmpoOBOXKIAETCS MOMYTHEHHEM POTOBUIIBI U XpY-
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CTaJIMKa, MOHIKEHUEM 3pEHUs, MHOT/Ia KaTapakToil, cBeTo0osA3HbI0 U Ap. Hacne-
JYETCS 110 ayTOCOMHO-IOMUHAHTHOMY THITY.

ApaxHOJaAKTHINS, WIH cHHAPOM MapdaHa, xapakTepu3yeTcsi COUCTaHUEM
Pa3JIMUHBIX CKEJIETHBIX, TJIA3HBIX U BUCIIEPAIBHBIX aHOMAJIMWI: IJIMHHBIC U TOHKUE
KOHEUYHOCTU C OYEHb JUIMHHBIMU U TOHKUMU HalbllaMH, BEIBUX XPyCTaJIuKa, aHEB-
pU3M A0pThI, BBIAEIEHUE C MOYOUM OTAENBHBIX aMUHOKHUCIOT, ACTEHUYECKAsT KOH-
CTUTYLHSI. AYTOCOMHO-JOMHHAHTHOE HACJIEA0BaHUE C MEeHETPaHTHOCTHIO 30 %.

A¢ulOpuHOreHeMus — MOJHOE OTCYTCTBUE B IUIa3ME OJHOIO U3 €€ OEIKOB —
¢bubpuHoreHa. XapaxkTepu3yeTcsi KpPOBOTOYMBOCTBHIO >KEITYJIOYHO-KHUIIIEYHOTO
TpaKTa, MOUYEIOJIOBBIX MyTel U np. KnuHuyeckue nposBieHus CBOJIATCS K pa3BU-
THIO KPOBOTEUYCHHH, TIIaBHBIM 00pa30oM MOCJe TPaBMbI, onepanuid. Tsokenbie Kpo-
BOTEUEHHSI 4YAaCTO 3aKaHYMBAIOTCA cMepThio. HacinenoBanue ayTOCOMHO-
PELIECCUBHOE.

AXOH/IPOIUIA3HS, WM XOHAPOAMCTPOoduUs IUIOJA HAYMHAET Pa3BUBATHCA B
paHHeM SMOpPHOHAIIBHOM Mepuoje. XapakTEepU3yeTcss HEMpPONOPLIHUOHAIBHO KO-
POTKUMH KOHEYHOCTSIMU MPU HOPMAJIBHO PA3BUTOM TYJIOBUIIE, KAPJIMKOBBIM POC-
TOM, HOC 4YacTo cenjioBugHoN Gopmbl. [logapnstomas yacts AeTell rTMOHET BHYT-
pUyTpOOHO, POJIMBIIIKECS KU3HECTTOCOOHBI. HacnemyeTcs: kak JOMHUHAHTHBINA ayTo-
COMHBII IPU3HAK.

baun3zopykocTb MMEET MHOTO MPOSBICHUN W HAacleIyeTcsl pa3inyHo. JloBOJIb-
HO IIUPOKO PaCTIPOCTpaHEeHA pabouas, MM IIKOJIbHAS, OJM30PYKOCTh, Pa3BUBAIO-
11asCsl B FOHOILIECKOM BO3pacTe M HE IMPOrpECCUpPYOLIAscsa B JaJbHEWIEM. A. A.
ManunoBckuii (1970) yka3siBaeT, uTo 1B (HOPMBI 3TON OJIU30PYKOCTH HACIETY-
IOTCSl HE3aBUCHUMO APYT OT Apyra Kak JOMHHAHTHBIE ayTOCOMHbIE TTpu3Haku. [Ipu
HAJIMYUHA T€HOB YMEPEHHOMN U BBICOKOW OJM30PYKOCTU (PEHOTHITHMYECKH BBISBIIACT-
Csl TOJILKO BbICOKas. TakuMm 00pa3oM, reH BBICOKOW OJIM30PYKOCTH OKa3bIBAETCS
AMU-CTATUYECKUM IO OTHOIIEHUIO K TEHY YMEPEHHOM!.

bpaxuaakTuiaus, WM KOpoTkonaaocrb. [Ipossisierca paszmmuuno. Yacto
YKOPAYUBAIOTCSA BEC MaJIbIIBI 3a CUET omnpejeieHHbIX ¢ananr. Ecte Gpopmbl Opax-
HJAKTWINH, KOT/Ia YKOpAauuBaroTcs (hajlaHTd TOJBKO OTACJBHBIX MaJbIEB PYK U
HOI WJIA TOJbKO KOCTH IISICThA U IUTIIOCHBL. Hacnemyercs mo ayTOCOMHO-
JOMUHAHTHOMY TUITy. B OOJBIIMHCTBE CIyyaeB KOPOTKOMAJIbIE HUKE POCTOM, YEM
UX OpaThsi U CECTPBI C HOPMAJIbHBIMU KUCTSIMU KOHEUHOCTEH.

Ban nep XeBe CMHAPOM BKIJIIOYAET TPY BAXKHEMIIMX MPU3HAKA: MOBBIICHHYIO
JIOMKOCTh KOCTEH, ronyOyro ckjiepy U TiyxoTy. HacimenoBanue ayTocomMHO-
noMuHaHTHOE. OHAKO KaXAbld U3 TPeX MPU3HAKOB, ONPENEISIEMbIX 3TUM T'€HOM,
UMEET CBOIO MEHETPaHTHOCTh. [103TOMY coBIajzieHHe BceX TpeX aHOMaJuil Kojeo-
nercst oT 7 10 44%. JlaHHbIE O MEHETPAHTHOCTU KaXJI0ro mpu3Haka takxke "Ko-
7e0oTcs. MeHbllle BCero MmeHeTpupyeT Tiyxota — oT 26 1o 60 %; XpymnkocTb
Kocteit — oT 29 10 63%; romy6as ckiepa — okosno 100%..

Buiabcona 0oJs1e3Hb, WM Tenaro-uepedpanbHas quctpodusi, cBsi3aHa ¢ Hapy-
HIEHUEM CUHTe3a OeJika 1epysioIIa3MUHA, TPAHCIOPTUPYIOIIETO Me/lb, KOTOpasl B
M30BITKE OTKJIAABIBACTCS B TIEYCHHU, MO3TE, MTOYKAX, POTOBUIIC U PSAIE APYTUX Op-
raHoB. Pa3BuBaercs LHMpPO3 NEYEHH, MPOUCXOIAT JEre€HEPATUBHBIE HW3MEHEHUS
TKaHU MO3ra, HapyLaeTcs MEPEHOC TIIFOKO3bl, aMUHOKHUCIIOT, MOYEBOW KHUCJIOTHI U
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dochara B moueuHbIXx KaHanmblax. Hacrmemyercss kak ayTOCOMHO-pPEIECCHBHBIN
npusHak. 3aboJeBaHue, Kak IpaBuiIo, HaunHaeTcs B Bo3pacte 10 — 15 ner.

BoiBuX Oegpa BpOXICHHBIM HACIEAYeTCS KaK ayTOCOMHBIA JIOMHHAHTHBII
MpU3HAK. DKCIPECCUBHOCTh HM3MEHYMBA, CPEIHSS IMEHETPAHTHOCTh COCTABJISET
25%. Y neBodek BBIBHX Oeqlpa BCTpedaeTcs B 6 pas yaile, 4eM y MaJTbUHKOB.

I'anakro3zemusi oO0yClIOBJIEHA HECIOCOOHOCTHIO HCIOJIB30BaTh TalaKTO3y
BCIICJICTBUE  TMOHW)KEHHOM  aKTUBHOCTHM  ranakrto3a-l-docdar-ypununrpan-
cdepasbl. BeipaxaeTcss KOMIJIEKCOM TPU3HAKOB: JKENTyXa, HUCXyAaHUE, IUPPO3
NeYeHu, KaTapakTa, ciaboymue u ap. Hacnegyercs kak ayTOCOMHO-PELIECCUBHBIN
MIPU3HAK.

I'emepanonus — HOYHAs, WM KypuHas, ciaenoTta. HecrmocoOHOCTh BUAETH MPU
CYMEpPEYHOM WJIHM HOYHOM OcBeleHHH. OOBIYHO SBIISIETCSI COCTABHOM YaCThIO Ka-
KHX-TH00 cUHApPOMOB. Yalle HaciemyeTcss Kak pelecCHUBHBIN, CIEIUIEHHbIA ¢ X-
XpOMOCOMOM Ipu3HaK. MIMeeTcs: ayToCOMHO-PELECCUBHBIN TUI HacyieqoBaHus. K.
Mrepn (1965) npuBoaut ciayyail ayTOCOMHO-AOMUHAHTHOTO HACIEIOBAaHUS HOY-
HOH CJIENIOTBI.

I'eMoOrjio00MH — OCHOBHOH O€JIOK, COJEpKalIUiicsi B SPUTPOLIUTAX M BBI-
HOJIHAOLIUN TpaHCHOpTHYIO QyHKIMI0. Hanbonee mupoko pacnpocTpaHeH reMo-
r1100MH A — HOPMaJbHBIM TeMoryiioOnH. OJTHAKO U3BECTHO MHOXECTBO 3aMelle-
HUW aMUHOKHCIIOT KaK B o-, Tak 1 B B-uenu. I'. Xappuc (1973) npuogut 26 Bapu-
aHTOB 3aMelIEHUH B a-1enu U 31 Bapuant — B P-uenu. 3amemnieHue XoTs Obl 0JI-
HOM aMUHOKHCIIOTHI MEHSIET NEPBUYHYIO CTPYKTYpYy Oe€jKa, MpPOCTPaHCTBEHHOE
pPacnoJIoKEHUE €ro 4acTel U COOTBETCTBEHHO (PYHKIUIO remorioouHa. [loaumop-
¢bu3M reMorioOMHOB, BUAMMO, UMEET MPUCTIOCOOUTENbHOE 3HaUeHue. Tak, BbIsiC-
HEHO, YTO TeMOTTIOONH S HE MOXKET OBITh MCIOJIb30BaH MAJISIPUAHBIM TIA3MOANEM,
CJIEIOBATENFHO, HOCUTENSI S TeMOIVIOONHA YCTOWYHMBEI K Mallsipuu. Bmecte ¢ Tem
reMOTIJIOOUHBI C 3aMEUICHHBIMA aMUHOKHCIIOTaMU BBI3bIBAIOT aHOMAJIUU U 3a00J1e-
BaHUsSl PA3JIMYHOU TSHKECTH, BIUIOTH JIO JIETAJIbHBIX MCXOJOB: FTOMO3UIOTHI MO S-
reMorjao0uHy, TOMO3UTOTHI TI0 F-remMornoouny (cM. AHEMHSI CEPIIOBHIHOKIIETOY-
Hasl ¥ TaJacCeMusl).

I'emopuausa — He cBepTHIBAEMOCTh KpoBU. OHa CBs3aHa C OTCYTCTBHEM pa3-
JMYHBIX (PaKTOPOB CBEPTHIBAHUS KPOBHU, YUaCTBYIOUIMX B 00pa30BaHUU IJIa3MaTH-
4yeckoro TpomOoruiacTuHa. B 3amaun BKIIIOUEHA JIMIIb KilaccUyecKasi reModuius,
0OyCIJIOBJIEHHAs PE3KUM CHUKEHHEM aHTUreMo(uiIbHOTO Tio0ynuHa. Hacnemyer-
Csl KaK PELIeCCUBHBIN, CLIETNIEHHBIN C TI0JIOM, Mpu3HakK. EcTh BUIbI TeModuiing, Ko-
TOpbIE€ HACIEAYIOTCS MO ayTOCOMHO-JIOMUHAHTHOMY M ayTOCOMHO-PELIECCUBHOMY
TumnaM. B Hacrosiiee Bpems pa3innyaroT YEThIpe BUJIa TEMOPUIIHH.

I'unepTpuxo3 BbIpakaeTcsi B BHIPACTAHUU BOJIOC HA Kpae YIIHONW PAaKOBHHBI.
Hacnemyercs kak ClIETUICHHBIN € Y-XpOMOCOMOM MpHU3HAK.

I'unepxoJiecrepuHemMusi cBs3aHa ¢ JnedekToM oOMeHa xojectepuHa. buoxu-
MUYECKHA aHaM3 KPOBHM IOKAa3bIBAE€T IOBBIIIEHHOE COJIEPKAHUE XOJECTEpUHA,
BuTamuHa D 1 kapoTHHa. Y TOMO3UTOT Ha KOXE B 00J1aCTH JTOKTEBBIX, KOJICHHBIX U
MeXK(palTaHTOBBIX CYCTaBOB Pa3BHUBAIOTCS Y3€JIKOBbIE KCAaHTOMBI — JOOPOKAyeCT-
BEHHAs OINyXO0Jb. B CBA3M C MOpaxe€HUEM CEpACYHO-COCYAUCTOM CHCTEMBI PAHO
pa3BUBaeTCA CTEHOKapAus W MH(papKT Muokapaa. Hacrmemgyercs depe3 ayTOCOMBI
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KaK JJOMUHAHTHBIA MpHU3HAK (B TOMO3UTOTHOM COCTOSIHMM TNPOSIBIEHHE 3a00JieBa-
HUS PE3KO YCUIIMBAECTCS)

I'mnonuia3usi 3MaJM  BBIPAXKAETCS B PE3KOM HMCTOHYEHUM SMAlId, CO-
MIPOBOXKIAETCS U3MEHEHUEM 11BeTa 3y0oB. Hacnenyercs kak TOMUHAHTHBIH, clen-
JIEHHBIN C TIOJIOM NPU3HAK.

I'mnodocharemuss — 3a0o0jieBaHHE KOCTHON CHCTEMBbI, HAIlOMUHACT PaxwuT.
OOycnoBieHa MOHM)KEHHOW aKTUBHOCTHIO IIeN0YHON ¢ocdaTasbl neuyeHu. C Mo-
yoi BeLIENsieTCs (pocholrTaHONaMuUH, cOAepKaHUe KalblMs B KPOBU MHOTAA MO-
BbIIaerca. Hacnenyercs no ayrocCOMHO-pEIECCUBHOMY THITY.

I'maykoma cBsi3aHa ¢ HapylIeHWEM OTTOKAa BHYTPWIJIA3HOW JKUJIKOCTH 4YEpe3
YTOJI IEpEHEN KaMephl, YTO BEAET K PA3JIMYHBIM MMaTOJOTHYECKUM U3MEHEHUSIM H,
B KOHEYHOM HTOre, K morepe 3peHus. CymecTByeT MHOTo (opM, pa3IMyuHbIX 110
XapakTepy IPOSIBIICHUS U TUITY HACJIeIOBaHUA. YacTh HACIEQyeTCs 110 ayTOCOMHO-
JOMUHAHTHOMY THILYy, 4acTh — [0 ayTOCOMHO-PEIIECCUBHOMY, UMEIOTCSI (JOPMBI C
HEIOJHOW NEHETPAaHTHOCThI0. BeTpeuatoTcst He HaclieCTBEHHbIE POPMBI (PEHOKO-
1005078

I'ryxoHemMoTa cBsi3aHa C BPOXKIACHHOM IIIyXOTOHM, KOTOpas IPEHATCTBYET YC-
BOCHHUIO peuu. Pa3imnyaroT riyxoTy 3ByKOBOCIIPUHUMAIOLLETO U 3BYKOIIPOBOSIIIE-
ro tuna. HacieacTBeHHO 00yCIOBIEHO OKOJIO MOJOBHHBI BCEX 3a00J€BaHUM, IPY-
rasi mojoBuHa — ¢eHokonuu. HacnencTtBeHHsle GopMbl Hallle MeperarTcs psaoM
HEAUICIIbHBIX ~ AyTOCOMHBIX PELIECCUBHBIX TI'€HOB. lMMerTcs ayrocomMHO-
JIOMUHAHTHBIE U PELIECCUBHBIE, CLIETNIEHHBIE C X-XPOMOCOMOM (POPMBI.

I'pynnbl kpoBu. K HacTos1ieMy BpeMEHU U3BECTHO 00Jiee CTa Pa3IuyHbIX aH-
TUT€HOB KPOBH 4YEJIOBEKA, KOTOPble O0OBEAMHSAIOTCS B HECKOJIbKO cucteM. Hanbo-
nee nmonHo u3ydeHa cucrema ABO, mpencrasisiemMas MUHUMYM TPEMSI COCTOSTHUS-
MU reHa (Tpemsi ayensiMu) onHoro Jiokyca. Cuctemsl Kens-Kemnano, Jlrotepan,
Kunn, xen, Pait, JIrouc u psaa Apyrux ONpeaestoTcs Napoyr ajuieibHbIX I'€HOB.
CymecTBYIOT CHUCTEMBI, OINpENEsieMble HECKOJIBKMMHU NapaMU I'€HOB U3 Pa3HbIX
JIOKYCOB, Hampumep pesyc-pakrop. PacrpocTpaneHre TeX WM UHBIX T€HOB Cpeln
pa3IMuYHBIX MOMYJSAUKUNA Ha 3eMHOM Iape pasHooOpa3Ho. HekoTopsie aBTOpHI IbI-
TaJUCh CBA3aTh AHTUTC€HHBIA MOJIUMOP(PHU3M C 3aIUTHBIMUA PEAKLIMSIMU OpraHUu3Ma.
VY 1anoce yCTaHOBUTH KOPPEISALUIO MEXAY IPYyINIaMyd KPOBH U HEKOTOPBIMU TeEpa-
MEBTUYECKUMH ¥ HHPEKIIMOHHBIMU 3a00JICBAaHUSIMU.

JanbToHM3M (axpomaTonusi), WM YacTUYHAs LBETOBas ciernorta. Paznuyaror
CJICTIOTY Ha KPACHBIM LIBET — IIPOTAHOIINIO, 3E€JICHBIM — JEUTEPAHOINUI0 U CUHUU
1BET — TpuTaHonuw. Hacnenyercs Kak penecCUuBHbIN, CUEIUIEHHBIN C MOJIOM MPU-
3HaK. EcTh popMBI, HaciieyeMble 0 ayTOCOMHO-PELECCUBHOMY THITY.

JlereHepanusi poroBulbl — N3MEHEHUS B PA3JIMYHBIX YYaCTKax TKaHEW poro-
BUIIbI, KOTOpBIE BEAYT K notepe 3peHus. imeetcst Heckonbko (hopm 3aboseBaHus,
OTIMYAIOLIUXCS 10 XapakTepy MOp(OIOrHYeCKUX U3MEHEHUH, CpOKaM HacTyIuIe-
HUS JIETeHEpALMK U TUITY HaclieoBaHus. boabMHCTBO hopM HacleayeTcs 1o ay-
TOCOMHO-JIOMUHAHTHOMY THILy, PE€K€ BCTPEUAOTCA AyTOCOMHO-PELIECCUBHBIE.

HNXTHO3 BpOXIEHHBIN XapaKTEpU3yeTCs PE3KUMU U3MEHEHHUSIMU KOXKHBIX I10-
KpoBOB. [IpocToil M 3NHAEpMATUYECKUM HXTHO3 HACIEAYIOTCA IO ayTOCOMHO-
noMuHaHTHOMY Tuny. EcTe (opmbl mxTHO3a, mepenaronecss Kak ayTOCOMHO-
periecCuBHbIE TMpHU3HAKUA. BOJBIIMHCTBO 3THX (QopMm JeTanbHbl. ['eH omHON u3

30



¢dbopM HMXTHO3a CHEIUIEH C X-XPOMOCOMOH U MepeAaeTcs Kak pelecCUBHBIN IpH-
3HAK.

Karapakra — nomyTHeHHe XpycTalluka, uMeeT MHoro ¢opm. BpokieHHbie
KaTapaKThl HACIEAYIOTCA KaK M0 ayTOCOMHO-JIOMHUHAHTHOMY, TaK U [0 ayTOCOMHO-
perieccuBHOMY TuIly. BerpedaroTest peHokonuu BpoXkIeHHBIX KaTapakt. [lo3aaue
KaTapakThl HACIEAYIOTCS 10 ayTOCOMHO-IOMUHAHTHOMY THITY.

MuonaTust — mnporpeccuBHas arpopusi MYCKyJaTypbl — HMEET HECKOJIbKO
dopm. [Inede-monaTrouno-nmiesas ¢GopMa OTHOCHTCS K MO3AHUM (GopMaM U CO-
MIPOBOKIAETCS XapaKTEPHBIM MOPaXXEHUEM JIMIIEBOM MYyCKynatypbl. Hacnenyercs
KaK ayTOCOMHO-JOMUHAHTHBIA TpU3HAaK. Muonatus J{tolIeHHa Yalle HacleIyeTcs
KAaK PELECCUBHBIN, CLEIUICHHBIM C ITOJIOM, PEKE€ KaK ayTOCOMHO-PELIECCUBHBIN
MIPU3HAK

Muonuierust - NepUOANYECKH MOBTOPSIOIIMECS NApAINYM, CBS3aHHbBIE C I1OTE-
pell MbIIIeUHbIMU KiIeTKamMu Kaind. CyliecTByeT Heckosibko ¢popmM. Haunnaromas-
csa B Bo3pacte 20 — 40 ner Hacimeayercs mo ayTOCOMHO-JIOMHUHAHTHOMY H ayTo-
COMHO-perieccCuBHOMY THMy. Jlpyras ¢gopma HauMHaeTcss B JETCKOM BO3pacTe U
HaCJIEAyeTCsl 0 ayTOCOMHO-JOMUHAHTHOMY THUITY

Mo3:xeukoBasi aTaKkCHs JJOMUHAHTHAas OOyCJIOBJIEHa aTpoduel MO3Keuka U
MAPAMUIHBIX MTyTE€d COIMHHOrO Mo3ra. Haunnaercs nocne 20 neT u Xxapakrepusy-
€TCsl IPOrPECCUPYIOLIMM CHIMKEHHMEM HHTesuiekTa. Hacnemyercs mo ayToCOMHO-
JOMUHAHTHOMY THUITY.

CymiectByet psia Ipyrux (GpopM aTakCUd € pa3IMYHbIMU THIAMHU HAcleq0Ba-
HUSL.

HeiipodpudpomarTo3 — ommyxoJin, CBI3aHHbIE C HEPBHBIMH CTBOJIAMU, ITPEUMY-
IIECTBEHHO TYJIOBUIIA. XapaKTEpU3YyeTCs IIOSABICHHEM Ha KOXE CBETJIO-
KOPUYHEBBIX IIATEH. MOXET CONTPOBOKIAATHCS PACCTPOMCTBOM UyBCTBUTEIBHOCTH,
uHorAa OosissMu. [Ipu BHYTpUMO3roBOW JOKaIW3alMA CUMIOTOMBI OCJIOXKHSIOTCS.
Hacnenyercs kak JOMUHAHTHBIA ayTOCOMHBIN ITPU3HAK

OTtockJiepo3 o0yciaoBiaeH 3a00JeBaHMEM KOCTOYEK CpPEIHEro yxa IKCIpec-
CUBHOCTb NpU3HaKa (CTENEHb MOTEPU CIIyXa) 3aBUCUT OT PACHOJIOKEHHUS 04YaroB
nopaxxeHus: Hacienopanue ayToCOMHO-TOMUHAHTHOE € MEHETPAHTHOCTHIO 30%.

IMaparemopuians — onHa U3 GopM HECBEPTHIBAEMOCTH KPOBU, 00YCIIOBICHHAs
HEJI0OCTAaTKOM IpOaKceliepuHa. XapaKTepU3yeTcsl CUIIbHBIMU KPOBOTEUEHUSIMU TIPU
MEJIKUX TpaBMaX, CKIIOHHOCTSIMU K KOKHBIM M HOCOBBIM KpoBoTeueHusiM. Hacie-
JyeTCsl KaK ayTOCOMHO-PELIECCUBHBIN MpPU3HAK.

IMeabrepoBckasi aHOMAaJMs CETMEHTUPOBAHUS fAlEp JEHUKOIMTOB 00ycC-
JIOBJICHA HApYLIEHUEM CO3PEBAHMSI CEIMEHTOSIEPHBIX JIEMKOLUUTOB. Y TOMO3UTOT
CEerMEHTAIMs siIep OTCYTCTBYET, y T€TEpO3UTOT cerMeHTalus Heoobrunas. Hacie-
JIyEeTCsl KaK ayTOCOMHO-JIOMHUHAHTHBIN IPU3HAK C HEMOJIHBIM JOMUHUPOBAHUEM.

IIurMeHTHBIN PETHHUT XapaKTEPU3YETCS MPOrPECCUPYIOLIUM CYKEHHEM I10-
JIS1 3p€HUs, YTO NIPUBOJUT K YCUJIMBAIOLIECHCS HOYHOM CJIENOTE, a 3aTEM K IOJIHOU
notepe 3peHus. CyliecTByeT psll HAClIEACTBEHHBIX (OpM, MEPEAAIOIIUXCS MO ay-
TOCOMHO-JOMHHAHTHOMY, ayTOCOMHO-PELECCUBHOMY TUIy M KakK pELECCHUBHBIN
MIPU3HAK, CLETUICHHBIN C IOJIOM.
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IMoparpa oOycrnoBieHa HapylieHueM 0OMeHa MOUEBOI KUCIIOTHI, B pE3yJbTaTe
4ero KOHUEHTPALMs C€ B OpraHu3Me MOBbIIIEHA. [[pOMCXoIuT OTII0KEHHE ypaToOB
B PAa3JIMYHBIX TKAHAX, MPOSABIAETCS NPUCTYNAMH apTPUTOB U 0Opa3oBaHUEM I1O-
4yeyHbIX KaMHeW. KummHMueckas kapTuHa BbIpakeHa He Beeraa. llepemacres kak
ayTOCOMHO-JOMUHAHTHBIM IPU3HAK C IEHETPAHTHOCTHIO 20 % y My>X4YMH U IOYTH
IIOJIHBIM HE NPOSIBJIICHUEM Y JKCHILIMH.

IMonupakTninsa — mecTunagocTs. CTENeHb BBIPAXKECHHOCTH MPU3HAKA MOXKET
CWJIBHO BapbUpoBaTh. lllecTp mamplieB MOXET OBITh HAa BCEX KOHEUHOCTSAX WM
TOJILKO Ha OJHOM, IBYX, TpeX. Horaa 6piBaeT mo cempb manblieB. Hacnemyercs mo
ayTOCOMHO-JOMUHAHTHOMY THITY.

Paxur, pesuctentHelil k Butamuny D (ocdar-nuader). Knuaunueckas kapTu-
Ha CXOJHA C PaxuTOM. XapaKTEPHO UCKPUBIIEHUE UIMHHBIX TPYyOUaThIX KOCTEW,
TOJICHOCTOITHBIE U KOJIEHHBIE CYCTaBbl Ae(opMHUpOBaHkbl. [Ipyu oTCyTCTBHM JieueHUs
JETH YTPAuuBalOT CIIOCOOHOCTh XOAUTh. OTMEUaeTcs HEOOBIYHO HU3Kasi KOHIICH-
Tpauusi Heopranuyeckoro ¢ocgopa B kpoBu. Hacnenyercs no 1ToOMMHaHTHOMY TH-
Iy, CLUEIUIEHHOMY C ITOJIOM.

Pe3yc-(pakTop — 01MH U3 MHOXKECTBA aHTUTEHHBIX CBOMCTB KpoBH (cM. ['pyti-
bl KpoBH). B mpocrelimeM BapuaHTe pe3yc-MOJ0KUTEIBHOCTh JOMUHUPYET HAJl
pe3yc-oTpuuareabHoCcThi0. ONHAKO P HUCCIEAOBAaHUM ITOKA3BIBAET, YTO pPE3ycC-
(dakTop ompenensercs psIOM TECHO CLEIJIEHHBIX T'€HOB, YTO OOYCIOBIMBAET
0oJIbIlIOE pa3HOOOpa3re BapUaHTOB PE3yC-HECOBMECTUMOCTU. B cBsI3u ¢ Tem, 4TO
HE BCE MOAPOOHOCTH HACEIOBaHMS pe3yc-(paKTopa BbICHEHBI, 3a/1a4l OrpaHrye-
HBI IPOCTEUIIINM BapHUAHTOM.

PernHo01acTOMa — 3710KaueCTBEHHAs OIyXO0Jb IJ1a3a, CBSI3aHHAs C HEPBHBIMU
pyieMeHTaMH ceTdyaTtku. HaunHaercs, kak mpaBuio, B Bo3pacTe 10 3 JeT, Oeccum-
NTOMHO W MOCTENEHHO NMPUBOIUT K moTepe 3peHus. [Ipn HecBOeBpeMEHHOM Jieue-
HUU MOXKET MPUBECTU K cMepTu. HaciemyeTrcs mo ayTocOMHO-IOMHHAHTHOMY TH-
Iy C MEeHETPAHTHOCTHIO 0Koi0 60 %. Ilopakaercs onuH miaM oba riasza. JBycro-
poHHee nopaxeHue Bctpedaercs y 50 % GoMbHBIX.

CunpakTuiausa — cpameHue nainpleB. CTeneHb BBIPAXXEHHOCTH IPH3HAaKa
Bappupyer. Hacienyercs no ayrocCOMHO-JOMUHAHTHOMY THITY.

CuHIpOM — KOMIUIEKC MPU3HAKOB 3a00JI€BaHUs, CBSI3aHHBIX €IMHCTBOM IPO-
UCX0oXkeHus. B OonbIIMHCTBE ciydaeB 3TO 0OYCIOBIEHO IUIEHOTPONHBIM JEHCT-
BUEM reHa. lHOT1a MeHeTpaHTHOCTh (CTENeHb NPOOMBAEMOCTH IeHa B MPU3HAK) U
HKCIPECCUBHOCTD (CTENEHb BBIPAXXEHHOCTH HACJIEICTBEHHO-00YCIOBICHHOTO MPH-
3HaKa), COCTABJISAIOLIME CHUHIPOM CHUMIITOMOB, pa3iuuHbl. Hampumep, npu cus-
npome Ban nep Xese (cm. Ban nep XeBe cuHApOM) MOYTH BCEra BhIPAXKEH NPU-
3HAK ToJIyOOW CKJIEpbl, a MPU3HAKU XPYIKOCTU KOCTEH U TIYXOThI MPOSBIISIOTCS
npuMepHo B 60 % ciydyaeB. HauGosiee pazHOOOpa3HbIE CUMITOMBI XapaKTepusy-
10T, Hanpumep, cuHApoM DankoHu (cM. DaHKOHU CUHIPOM).

Caenora — TepMuH, 0003HAYAIONINHN, IO CYIIECTBY, PE3yJIbTaT MHOTUX U Pa3-
HOOOpa3HbIX 3a0oneBanuii rna3 (cMm. ['emepanonus, ['maykoma, Karapakra, [Jans-
TOHU3M). B cBs3M ¢ Tem, 4TO psAn 3a00jeBaHMil I1a3, BEAyIUX K CIENoTe, Hacje-
JyeTCsl IO ayTOCOMHO-PELECCUBHOMY THUITY, B HEKOTOPBIX 3a/1adyaX HE YTOUYHSAETCS
XapakTep 3a00eBaHu.
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CnieHomeraauss — coOupareiabHBId TEPMHUH, OOO3HAYAIOMIMKA MPEUMY-
IIECTBEHHO XPOHUYECKOE YBEIMYEHUE CEJE3E€HKU, 0OYCIOBIECHHOE pPa3IMYHBbIMU
OpUYMHAMHU. DTHUOJIOTHS M MEXaHU3M Pa3BUTHs psifa 3a00JIeBaHUM, COMPOBOXK-
JAIOIINXCS CIUIEHOMCTaIMe, OKOHYATEIbHO HE BBISICHEHBI.

Tanaccemmusi, wiu anemust Kymu (cMm. Anemus).

@ankoHn cuHApPOM. B Hacrosiee Bpems paziuyaroT ceMb (pOpM 3TOr0 CHH-
npoma. OmnwuceiBaemasi popma — DaHkoHM (CEMEHHBIM IUCTUHO30BBIN AuabeT,
AMUHOKHUCIIOTHBIM AMA0eT, HIUCTUHO3) HACIEAYETCS M0 ayTOCOMHO-PELECCUBHOMY
tuiy. CBsi3aH ¢ HapylLI€eHUEM OOMEHa LIMCTHHA, KPUCTAJIBI KOTOPOTO OTKJIa/JblBa-
I0TCSl B TKaHAX. BO3HMKAIOT HapylIeHHs B AEATEIBHOCTH MOYEUYHBIX KAHAJIBLEB C
UX JEereHepauuei, MpoUCXoAsaT PaXUTONOA00HbIE U3MEHEHHSI B KOCTSIX U pa3BUBa-
€TCSI KOMIUIEKC APYTUX CUMIITOMOB. CMEpPTh HACTYNAET OT CEPACUYHON U MIOUYECUHON
HEJIOCTaTOYHOCTH.

DeHnJIKeTOHYPUsSI CBsI3aHA C OTCYTCTBHEM (PEpPMEHTa, MPEBPAIAIOIIETO
(deunnanaHud B TUPO3UH. B pesynbrare HapylleHHs B KPOBU PE3KO MOBBIIICHO
coJiepkaHue (peHuaNaHrHa, HO YMEHBIICHO cojepXaHue Tupo3uHa. DeHusnana-
HUH TpEeBpaIacTcsl B PEHWIMTUPOBUHOTPAJAHYIO KUCIIOTY, BBIICIAIONIYIOCS C MO-
yoii. Pa3BuBaercs cnaboymue - CieICTBUE OPAKEHUsI LIEHTPaJIbHOM HEPBHOM cHc-
tembl. [lepeBog MiazeHna Ha JUETy, JMIIEHHYIO (eHUIalaHuHA, TPEeLyIpexKaacT
pasButue 3aboneBanus. Hacrnenyercs no ayToCOMHO-PELIECCUBHOMY THUITY.

®pykro3ypus umeer ase ¢opmbl. OnHa w3 (opMm CBs3aHA C HENO-
CTaTOYHOCTBhIO (PepMeHTa (PYKTOKMHA3bl IE€YEHW U COMNPOBOXKIAETCS TIOBbI-
IIEHHBIM BbIJIEIECHUEM (DPYKTO3bI B MOYE MPU OTCYTCTBUU KIMHUYECKH BBIPAKEH-
HBIX CHMITOMOB. AYTOCOMHO-PELIECCHBHOE HacleIOBaHME. HacTora aHOMaJIMU
7:1000 000. Bropast popma BbI3BaHA HEAOCTATOYHOCTHIO psiia (PEPMEHTOB MEYEHH,
MOYEK U CIM3UCTON O0O0JIOUKHM KUIIEUHHKA. B pe3ynbrare B KpOBH M TKaHSIX Haka-
MBaeTcs (PpykKTo3a U MPOIyKThl €e 00MEHa, UTO BEJIET K sy HapylIeHUH, B TOM
YHClie K TOPMOKEHUIO (PU3NUYECKOro M YMCTBEHHOTO pa3Butus. [Ipu panneit nuar-
HOCTHKE U PaHHEM JAMETHUYECKOM JICUEHUU BO3MOKHO MPEIOTBPAILECHHUE TSKEIBIX
nocieAcTBUd. Hacnenyercs Takke 10 ayTOCOMHO-PELIECCUBHOMY THILY, HE CLEII-
JIeHa C MpeabIayIIeit GopMoit GpyKTO3ypHHu.

HucTuHypHusi XapakTepru3yeTcs NOBBIILIEHHBIM COAEPKaHUEM B MOYE LIMCTHHA
¥ HEKOTOPBIX JAPYTUX aMHUHOKUCIOT. OOBIYHO MPOTEKAET OECCUMITOMHO Y IFeTepo-
3Ur0T, Y TOMO3UTOT 00pa3yroTcs IIMCTUHOBBIE KAMHU B moukax. HacnegoBanue ay-
TOMOCHO-PELIECCUBHOTO THHA.

YepenHo-anueBoii 1M30CT0O3 — rPyIiNa CKEJIETHBIX aHOMaJIU (TJIaBHBIM 00pa-
30M Yeperna): YepenHble LIBbI 3apacTaloT paHo, OOJIBIION POAHUYOK AOJTO HE 3a-
pacraer u T. n. Hacnenyercs kak ayTOCOMHO-IOMHMHAHTHBIN MPU3HAK C TEHET-
panTtHOCTHIO 50 %.

IIu3oppenns — rpymnmna NCUXUUECKUX 3a00JICBaHUH, PA3TNYAIONIUXCS KaK T10
XapaKTepy NPOSBJICHUS U TEYEHMS, TaK U IO THILYy HACIEAOBAHUS. DKCIPECCUB-
HOCTh paznuuyHa. HekoTopsie (hopMbl HacaeayIOTCS O ayTOCOMHO-PELIECCUBHOMY
THITY, HEKOTOPBIE — IO ayTOCOMHO-IOMHUHAHTHOMY. [IeHeTpaHTHOCTH reHa pas-
JUYHA, BUAUMO KaK Y pa3HbIX (OpM MH30(PPEHUH, TaK U B 3aBUCUMOCTH OT TOMO-
WJIM TETEPO3UTOTHOCTH OPraHu3Ma.
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DJUIMNTOIUTO3 XapaKTEPU3yeTcsi U3MEHEHUEM (OPMBI 3HAUMTEIBHON YacTU
SPUTPOLIUTOB — OHU MPHOOpPETAIOT OBaJIbHYIO QopMmy. B psne ciayuaeB oTmeueHa
aHoMasus 0e3 MaTOJOrMYEeCKUX U3MEHEHUH WJIM C JIETKOM aHeMHUEW B MEpBbIE Me-
CSIIbl KU3HU. B TOMO3UTOTHOM COCTOSIHUHU, BUAMMO, Pa3BUBAETCS TsDKENAsk TEMO-
auThyeckas anemus. HacnenoBanne ayToCOMHO-TOMUHAHTHOE.

dnuAepMoau3 OyJule3HbId BPOXKICHHBIM HACIEAyeTCs II0 ayTOCOMHO-
JOMUHAaWTHOMY U ayTOCOMHO-PCLICCCUBHOMY THIly. 3a0ojieBaHME HA4MHAET MpO-
SBIISAITHCS B PAaHHEM JIETCKOM BO3PACTe U XapaKTepu3yercss 00pa3oBaHUEM Iy3bIpeit
Ha TOJIEHSIX, B 00JIACTH KOJICHHBIX U JIOKTEBBIX CycTaBOB. OOpa30BaHUIO My3bIpen
OOBIYHO MHPEIIIECTBYIOT MeXaHW4yeckue TpaBMbl. O0a mona OOJCIOT OJUHAKOBO
4acTo.
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[Ipunoxenue 2.

AHAJIN3 POJOCJIOBHbBIX

He Bce MeToapl reHETMKM NMPUMEHHUMBI K aHAIW3y HACJIEIOBAaHHUS TEX WIIH
WHBIX TIPU3HAKOB Yy YenoBeka. OMHAKO MO UCCIEAOBAHUIO ()EHOTHUITIOB HECKOIBKHUX
MTOKOJICHHH POJICTBEHHMKOB MOYXHO YCTAaHOBHUTH XapaKTep HACJIeOBAHUS MPU3HA-
Ka ¥ TCHOTHUITBI OTJCIBHBIX WICHOB CEMEH, OMPEACIUTh BEPOSTHOCTh MPOSBICHUS
U CTEIEHb pUCKa IS TOTOMCTBA MO TOMY WM MHOMY 3a0osieBaHui0. MeTos aHa-
JN3a POJIOCIIOBHBIX, MOJYYUBIINN Ha3BaHUE TCHEATIOTMYECKOTO, 3aHUMAET BEIY-
1iee MoJOKeHUE B FEHETUYECKUX HMCCIIeOBAaHUAX denoBeka. OH CIIyKUT OCHOBOMU
U U4 IPOBEACHUS MEAUKO-TEHETUUECKUX KOHCYJIbTAIIUM.

CocraBneHue poJ0CIOBHBIX TAOJIMII UMEET CBOU IpaBuia. JIuio, mo otHouIe-
HUI0O K KOTOPOMY COCTaBJIsIeTCSl TaOyMila, Ha3bIBaeTcsi npobanmom. Ha pucynke
npoOaH]| yKa3bIBaeTCsl CTpENKOW. bpaThsi U cecTpbl HOCAT Ha3BaHue cubcoB. B
Tabuie CHOCHl 0003HAYAIOTCS: JKEHIIMHBI — KPY>KKaMU, MY KYHHBI — KBaJpaTaMH.
Kaxxoe mokoJjieHne MccienyeMbIX JIUI] pacrosiaraercsa B oAHy cTpouky. HykHo
UMETh B BHJIY, 9TO B HEKOTOPBIX CEMbSIX MOXKET BCTPETUTHCS HECKOJIBKO HACIE-
CTBEHHBIX JehekToB. [103TOMY yKa3aHHBIE YCIOBHBIE 00O3HAUYCHHS HACIIETyEMBbIX
CBOMCTB MPUXOIUTCS U3MEHATH M JOIOJHITh B 3aBUCHMOCTH OT YHWCJIa aHAJIM3H-
PYEMBIX MPU3HAKOB — KaXIAbIM MPU3HAK, aHOMAJIMIO WU 3a00JieBaHUE 11e71ec000-
pa3Ho 0003HAYUTH CBOUM YCIIOBHBIM 3HAKOM.

B cBsi3u ¢ Tem, 9TO cam MPOIECC COCTABIEHUS POJIOCIOBHBIX TpeOyeT omnpee-
JICHHBIX HaBBIKOB, 33J]a4d B pa3zielie paclpeeeHbl CIEIYIONUM 00pa3oM: mep-
BbI€ YETBIpE TPEOYIOT MPOCTO COCTABJICHHS POJOCIOBHBIX TAOJIUII IO UMEIOITUMCS
JAHHBIM 0€3 Kakoro-inbo aHanmmza. B xkauecTBe msATOM 3a7auu 3TOrO TUIIA TIPETO-
JaBaTeNlb MOXKET MPEMJIOKHUTh KaXIAOMY YydalleMycCsi COCTaBUTh CBOIO COOCTBEH-
HYIO0 POJIOCIIOBHYIO. BTopasi rpyrmma 3amad TpedyeT aHajau3a y>Ke COCTaBICHHBIX
POJIOCIIOBHBIX C II€NIbI0 YCTAHOBIICHUS XapaKTepa HaclieloBaHus mpusHaka. Jlis
peIIeHUsT TPEThEH TPYIIBI 3a7a4 HEOOXOJMMO COCTaBIICHUE POIOCIOBHBIX TIO
MPEIIOKCHHBIM JTAHHBIM, YCTAHOBJICHHE XapaKTepa HACJICAOBaHMS TpHU3HAKA U
BEPOSTHOCTH TPOSIBIICHUS €T0 y TOTOMKOB IIpoOaH/Ia.

o-meu:,umm EI— MYy KHHAL m- oinorfiyfosbie Ghitaneny
. .— GoanHue m- PaiHORAgoBLe EAkIHest

reTepoIHroTHLE
My 0 l:l‘ HOCHTERM HAH HE~
MOAHLUR EaiHH e c~
@ l- PTropoR- KHE cHHAPOM

= poact BeRNLR Gpax AeHHME

s _ ofiijee komuuecTso Zered {rpoe) Gea
EI- npofana T pasaMMHMA HOAA MAM 1O HEHIBECTEH
m AeTH, POMISHHEE OT

caHore Spaka (gngpu

. 5 A4 noxasusanT nopaaok & YMERAH B MOCTHATAALHBE mepnoA

pomaenns)

OE‘D" suebpavpuit cun
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3AJIAUA

A. T'. T'anaubsn (1967) npuBOIUT TaKue T€HEAJTOTUUECKHUE CBEICHHUS O CEMbE
A. C. Ilymkwuna. Orten nosta — Cepreii JIbBoBuu Ilymikun ObuT )keHAT Ha CBO-
el TporoponHor memsHHuIle Hanexne OcumnoBHe, ypokaeHHoW ['anHuOan. Y
HUX Kpome Anekcanapa Ot emie cbiH JIeB u goub Onera. Orter Cepress  JIbBo-
Buya — JIeB AJeKkcaHIpoBUY — COCTOSUT B Opake Tpukabl. OT 0IHON *KEHBI, ypo-
*KIeHHoM BoelikoBoil, y Hero ObLo Tpu cbiHa: Hukomnaii, Iletp u Anekcanap, ot
JpyTo# *KeHbl, ypoxaenHoi Ynuepunoii, kpome Cepres emie O6bu1 chiH Bacuuit u
nBe mouepu: AnHa u EnmzaBera. Y JIpBa AnekcanapoBuua Obuta cectpa Mapwusi.
Oren JIbBa AnexcanapoBuua u Mapuu AnexcannpoBHbl — Anekcanjap Ilerposuu
[Tymkun — coctosin B Opake ¢ ['onoBuHOIM, a oter] Anekcanapa [lerposuya — [letp
[TerpoBuu lllumkun — 6611 keHat Ha EcumnoBoi. Iletp IlerpoBuu kpome Anek-
caHJpa UMell yeThipeXx chiHOBel: MBana, Jleontus, b0 denopa u 1ous Arpade-
Hy. ®enop IlerpoBuu coctosii B 6pake ¢ KopHeBoii 1 umen cbiHa AJeKcaHiapa, y
KOTOpPOTO, B CBOIO o4epelib, ObUI0 aBa chiHa — KOpuit 1 Muxaun u 1Be nodyepu —
Hanexna u Mapus. Mapust AnekcannpoBHa IlymkunHa Opuia 3amyskem 3a Ocu-
nom ["annaubGanomMm, a ux goub Hanexna OcunosHa Obuia sxenoit Ceprest JIbBoBUYa
[Tymkuna u, clienoBareibHo, 1o4uepbio Anekcanapa Cepreesuua IlymikuHa.

CocTaBuTh pOAOCIOBHYIO CeMbH [IyIIKUHBIX MO STUM JaHHBIM MOXHO CJe-
aytomuM 00pa3oM. [Ipu cocTtaBiaeHUN poOJOCIOBHBIX MHOT/A 11€71ecO00pa3HO Ha-
METUTh XOTS Obl HECKOJIBKO HAYaJIbHBIX CTPOUCK JJIsI pa3MeIleHus TToKoieHui. B
KOHKPETHOM TipuMepe ¢ pogociioBHo# k. C. IlymkuHa 3T0 0COOEHHO Ba)KHO, Tak
kak oten U MaTh A.C. IlymikuHa mpuHajiexaT K pa3HbIM MOKOJICHHSIM: MaTh —
JBOIOpOJHAs TuieMsiHHMIA OTHa. COCTaBJISITh CXEMbl Jydllle BCEro, HauMHas ¢
npoOanya, B Hamei 3amaue — ¢ A.C. [lymkuna.

Ha HmxHEN CTpOUYKE 3arOTOBJICHHOM CXEMbI MbI JOJKHBI, IOMECTUTHh B OJIMH
psn Anekcanapa Cepreesuua Ilymkuna, ero Opata JIsBa, cectpy Onbry u coenu-
HUTh UX OJHUM «KOPOMBICIIOM):

___I I E)___

Anekcarap Jles Omra

CTpoukol BBIIIE ClIEBa HAHECEM KPYKOK, COOTBETCTBYIOIIUI MOJIOKEHUIO Ma-
Tepu 1odsTa. OTia ke Mbl JOJDKHBI IOMECTUTD MPaBa U CTPOUKOM BhIie Hanex bl
OcurmoBHbI, Tak Kak oH eil fasa1s. Kpyxok, o6o3nauatommii Hanexay OcunoBny, u
KBajapat, ooo3Havaromuii Ceprest JIbBoBUYa, cOeTUHACTCS OpayHON JTMHUEH, U TTO-
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CKOJIbKY 3TO POJICTBEHHBIN Opak, TMHUA JAOJDKHA ObITh NBOMHONU. OT OpayHOl J1H-
HUU OITyCKAeTCsl BHU3 BEPTUKAJIbHAS JIMHUS K 00ILIEMY «KOPOMBICIIY» UX JIETEH:

— — — —

L e N

Anexcauap Jles Cnera

Jlanbiiie MoxkeM BecTH cHavana juHuio otra. Y Ceprest JIbBoBuua Obul Opat
Bacunmii u n1Be cectpsl — AHHa U EnuzaBera. CTaBUM COOTBETCTBYIOIIME 3HAUYKHU U
COEIMHSIEM MX OOHUM «KOopoMbiciom». Hax nHumu nomemaem JIbBa AJekcaHIpo-
BUYA, YyTh JIEBEE €ro >KeHy UMuepuHy, COeIMHsIEM MX JUHUEH, 00o3Havaromen
OpayHbIe CBA3HU, OT KOTOPOH OIMyCKaeM BEPTHUKAJIBHYIO JIMHUIO K «KOPOMBICTY» HUX
neTen:

O—]

yp. Ynuepuna Jea

0 O O

Cepreft Bacmamii Amuua Eaxzasera

Hagemaa

Anexcarap Jles Onzra

JleB AnekcanapoBu4 OBLI JKEHAT JBaXbl. BTopoi ero Opak MOXHO M300pa-
3UTh Ha CXEME, OTBE/ISI OpPavHYIO JIMHHIO B JIPYTYIO CTOPOHY M COSIUHUB €T0 KPY-
YKOYKOM, 0003HavamuM BoeitkoBy. OT 3T0OM BTOpOil OpadyHON JIMHUHU TOXKE OMYC-
KaeTCsl BEpTHKAIbHAS JIMHHSI K «KOPOMBICITY» UX TPEX ChIHOBECH:

O L] O

¥p- Tnuepuana Tes yp- Bocikosa

00O 000

Cepreir Bacuanit Auna Eawsasera Huwonad Terp Anexcamap

Haaexna

Anckcanap fes Onxra



VY JIpBa AnekcannpoBuya Oblia cectpa Mapus. Ee Mbl 107KHBI TOMECTUTD HA
OJTHOM ypOBHE C OpaTom, HampuMep, clipaBa oT BoelikoBol, u coequHuTh JIbBa ¢
Mapueil ofHUM «KOPOMBICIOM». 3aTEM €IlIe CTPOYKOW BBIIIE HAHECTH 3HAYKH,
o0o3Hayvawmue ux poautenei — Anekcanapa [lerpouua u ero xeny [ onoBuny,
COCMHUTH UX OpayHOMN JTMHUEH, OT KOTOPOH OMYCTHTh BEPTUKAIL K «KOPOMBICITY»
JeTen:

O L]

yp. Fonosuna Anexcanap
O (] O O
yp. Ynwepnaa Jles yp Boefxona Mapus

0000000

Bacasuit  Annxa Ennsasera Humonair Ilerp Anexcanap

Hanewna

0 0 O

Anewcanap fles QnrLra

VY Anexcanapa [lerpoBuya 6110 yeThipe Opata U ojHa cectpa. Beex ux Hamo
PaCIIOJIOKUTh B OJHY CTPOYKY, COCAUHUTH OJHHUM «KOPOMBICIOM», a CTPOYKOU
BBIIIIE OTMCTUTh MeCTO UX poauternen — Ilerpa IlerpoBuua IlymkuHa u ero xeHsl
EcunoBoii. Bce coemnHnuTh COOTBETCTBYIOMUMHU JIMHUSAMU. [l yioOCTBa OCTaB-
JICHUS OCTaJbHOM YacTH POJOCIOBHOM IOJOXKEHWE KBajpaTa, 0003HAYaIOIIETO
®enopa [lerpoBruya, MOXKHO OTHECTH BJIEBO.

Xenesun H.B., JIobanoB A.M., Koxecoa O.®D. 3agauyHuk
1o o01Ie U MEIUIIMHCKON TeHeTHKe: Y4eb. mocodue ajis CTy-
JIEHTOB OMOJI. U MEJI. CTIell. By30B — 2-€ U3/l., mepepad. u J01m. —
M.: Beicul. mk., 1984 r.
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¥p. Ecninona

L]

Iterp lleTponuu
Myuwwun

00O O O O |

O

Proaop Heran JAvournik Haea Arpadewa  yp.lososuma Aadexcanap
: O [} O O
¥p- Hnuacpsira Jen yp-Boenxona Mapua

pulisielelulule

Baenavin Awnnwa Eawzasetra Hwuxotai Ilerp Anexcanap

Hanew na

0O O

Anckcanap Jden Oaera

Janpiie Takum ke o0pa3oM JOCTpauBaeM 4acTh cXeMmbl JuHUM Hanexmabl
Ocunosubl. CiieBa ot @enopa [letpoBuua [lymknHa oTMeyaeM MECTO €ro KEHbI
KopHeBoii, coequHsieM OpayHOU JTUHUEH U OMyCKAaeM BEPTUKAIBHYIO JIMHUIO K MX
ChIHY Asiekcanapy. B cBsi3u ¢ TeM, UTO B TEKCTE HUYETO HE CKa3aHO O KE€HE AJIeK-
caapa denoposuya IlymknHA, MOKHO B POJIOCIOBHOW €€ HE BBIUEPUYMBATH, a
BEPTUKAJIBHYIO JIMHUIO C «KOPOMBICIOM» neTeil Anekcannpa denopoBruya BecTH
npsMO OT 0003HAYAIOMIETO ero KBaapara. Asekcanap PeaopoBUY — ITBOIOPOIHBIN
Opar JIkBa AnekcannpoBudya u Mapuu AmnekcanapoBHbl. [losTomy ero mecto B
POJIOCIIOBHOM JIOJKHO OBITH Ha OJHOM JHHUU ¢ HUMU. [{etn Anekcannapa denopo-
Buua — FOpuit, Muxaun, Hanexna u Mapust — TporopoaHbie Opatbst u cectpbl Cep-
rest JIbBoBHYa — oTia moata. [loaTomMy TOXe HOJKHBI ObITH Ha OJHOW JIMHUU C
Cepreem JIbBoBHYEM.

Mapus AnekcanapoBHa Obuta 3amyxem 3a OcunoM ['aHHuOanom, cienoBa-
TEJIbHO, BIPABO OT 0003HAYAIOIIETO €€ KPYy>KKa HAHOCUM KBaJipaT, 0003HaYarOMIHMA
ee MyKa, COeIMHsIEM UX OpayHOW JIMHUEH, OT KOTOPOU OMYyCKAeM BEPTUKAJIBHYIO
nuauio k ux godepu Hapexne OcumnoBHe — xeHe Ceprest JIbBoBHYAa M MaTepu
Anekcanjgpa CepreeBuua. (Cxema poJIOCIOBHOM NpeICTaBICHA HUKE).
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[Tpunoxenue 3

AJITOPUTM PEHIEHUSA 3A/TAY 110 'EHETHUKE

1. BHuMaTeapHO IPOYMTAB YCIOBUE 3aa4uH, 3aMUCcaTh €T0, BHICITUB JOMU-
HAHTHBIE ¥ PEIECCUBHBIC MTPU3HAKU U HCIIONb3YS MPUHATYIO TEHETHYECKYIO CUM-
BOJIUKY U COKpanieHus ((heHOTHIIBI 3amucaTh 00513aTeabHO! ).

2. BHectn B ycnoBHE M3BECTHBIC TEHBI: TaM, i€ TIPOSBIISETCS JOMUHAHTHBIN
MpU3HAK — OJIUH I'eH (A ), a TJie peliecCUBHBIN — 00a (aa).

3. YTOYHUTH T€HOTHIBI YWICHOB CEMbH, HA OCHOBAaHUH 3HAHUM O TOM, UTO Te-
HOTHI JieTel (pOpMUpPYETCS U3 T€HOB, OJYYEHHBIX UMHU OT POJUTENEH.

4. 3Has reHOTHUIIBI pOI[HTGJIGﬁ, BBIAICHUTDH, KaKHC I'aMCThI OHM AAlOT.
B I’aHJIOI/II[HOI\/'I raMCTC HAXOAUTCA 110 OAHOMY I'CHY U3 K&)K,Z[Oﬁ ITapbl aJlJIeIICH.

5. 3anonHuTh pemietky llenHeTa, HalTH B HEW HHTEPECYIOLIUE HAC T€HOTHUIIBI
WM (PEHOTHIIBI U BBIYUCIIUTD B MPOLIEHTaX BEPOSTHOCTb UX MOSIBICHUS.

6. JlaTb OTBET Ha BOMPOC 3aa4H.

[Ipunoxenue 4
TECTBI 1JI1 CAMOKOHTPOJIA

1. Y manpumka nepBasi Tpymnmna KpoBH U roJIyObIe IJ1a3a, a Y €ro CeCTPhl — YeTBEP-
Tas rpyIma KpoBU U TonyOsie ria3a. UTo MOKHO CKa3aTh O Tpynnax KpOBH POJIH-
Tenen?

a) Il rp. kxpoBwH, roydornasmie;

0) III rp. kpoBu, romyboriasbie;

B) [ rp. kpoBH, romybornassie;

r) [ rp.KpoBH, Kapernasble;

n) IV rp. kpoBu, rony0oriasbie

2. Kakue getu Mmoriu Obl poAUTHCS OT Opaka reMo(uiivKa C KeHIUHOM, cTpa-
JAIOIICH TAIbTOHU3MOM (B OCTaIbHOM UMEIOIIEH BIOJIHE OJIaronpUsITHBIN TeHO-
THI)?

a) BCe 3/10pOBbI (DEHOTUITHYECKU;

0) MaJbUYUKH - TEMOPUINKH;

B) 37I0POBBIE I€BOYKU (DEHOTUITUYECKU;

I') MQJIbYUKHU - TAJIbTOHUKH;

1) I€BOYKHU — JAIbTOHUKHU
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3. B renotune moxeii, crpagaronux 6one3nsio Kinalindenbsrepa He mapa, a Tporika
MOJIOBBIX XpOMOcOM - XXVY. C KakuMH HapyIICHUSIMU MeH03a MOXKET OBbITh CBsI3a-
HO BO3HUKHOBEHHE TaKOTO HEHOPMAJILHOTO KapuoTHIa?

a) HEpacXOoKJIEHUE TIOJIOBBIX XPOMOCOM B MEPBOM JIEICHUH Meiio3a y 000UX poau-
TCJICH;

0) HepacXOoXJAEHHUE MOJOBBIX XPOMOCOM B 00OUX JICJICHUSIX MeH03a y OTIa;

B) HEPACXOXKICHHE MOJOBBIX XPOMOCOM B 000UX JICJICHUSAX Yy MAaTepH;

') HEpaCXOXKJIEHHE X-XpPOMOCOM BO BTOPOM MEHOTHYECKOM JICJICHUN Yy MATEPH;

1) HEPACXOKICHNE TIOJIOBBIX XPOMOCOM B IIEPBOM MEHOTUUYECKOM JCIICHUH Y OTIIA.

4. OTCH H CbIH - JAJIBTOHUKH, MATb PA3JIM4YaCT LIBCTAa HOPMAJIBHO. OTell H CBbIH I'O-
HY6OFHaSBIG, MaThb C KapuMH I'JIa3aMH. OHpGI[GJ'II/ITB T'CHOTHII MAaTCpPH. HpaBI/IJ'IBHO
JIn 6YII€T CKa3aTb, YTO CbIH YHACJICIOBAJ CBOM HCIOCTATOK 3PpCHUA Y OTHa?

a) ChbIH YHACJICOIOBAJI HCAOCTATOK OT 0TI A,

6) ChbIH YHACJICIOBAJI HCAOCTATOK OT MATCPH;

B) MaTb 'OMO3HUI'OTHA,

F) MaThb JUI'CTCPO3UTOTHA,

I[) MAaTb TOMO3UI'0OTHA 110 I'CHY AAJIbTOHMU3MA M I10 I'CHY LIBECTA I'J1as.

5.IToTHOCTBIO TOMOJIOTHYHBIE XPOMOCOMBI COJICPIKHT:
a) CIIepMaTO30u]] MY>KUYUHBI,

0) sIeKIIeTKa KCHIITUHBI;

B) KapUOTHI JKECHIINHBI,

') KAPUOTHUIT MY>KUHHBI;

1) KapUOTHUIT SMOPUOHA MY>KCKOTO TT0JIa

6.CKOJIBKO K3EMIUISIPOB OJIHOTO T€HA COJIEPIKAT 3PEJIbIe SPUTPOIUTHI YEIOBEKA:
a) l;
0) 2;
B) 0;
r) 3;
n) 4

7.CKOJBKO 3K3EMILISIPOB OJIHOTO F'eHa COJAEPKAT CIIEPMaTO30M/IbI:
a) l;
0) 2;
B) 3;
r) 0;
n) 4.

8. OMMHaKOBBIM T'€HOTHUIIOM 00JI1aJA0T OJIN3HEIIBI:
a) OJTHOSIMIIEBBIC JICBOYKH,

0 ) pa3HoOsIiIIeBbIe MAIbUYUKHU U JIEBOYKH;

B) pa3HOSIMIIEBBIC JEBOYKH,

I') OJTHOSIMIIEBBIC MATbUUKH;

1) pa3HOSIUIIEBbIE MATbYUKH
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9. KpoBs mMarepu u mioja:

a) BCerja NUMeeT pa3HbIe TPYIIIIBL;

0) Bceraa UMeeT OIMHAKOBBIE TPYIIIIHI;
B) MOXET UMETb Pa3HbIC TPYIIIbI;

I') MOXET UMETh OJIMHAKOBBIE TPYIIIBL;
) HE MO>KET UMETh pa3HbIe IPYIIIIbI

10. [lepecaaka poroBHIIbl MpU €€ TOMYTHEHUH BO3MOKHA, T.K.:

a) OCJIKM POTOBUIIBI y BCEX JIFOJEH U MIICKOMUTAIOIINUX OJIMHAKOBBIL;

0) B pOroBHUILIE HET OEJIKOB M MOATOMY HET OTTOPKECHHSI;

B) B pOTOBHIIE HET KPOBEHOCHBIX COCYIOB U TTO3TOMY HET KOHTAKTOB C aHTHTEIa-
MU OpPTraHH3Ma; I') HET BEpHOTO OTBETA.

11.KapuoTumn My>K4HHbBI, UMEIOLIET0 «(puIaaebPUIlCKyl0 XpOMOCOMY», CTpa-
JAIOIINA XPOHUYECKUM MHUEIIEMKO30M:

a) 46, XY

0) 46, XV, 18q

B) 47, XV, t(14q; 21q);

r) 47, XV, t21;

n) 46, XV, t(9q34; 22qll)

12 .Kamenb, peruanBupyOmue OPOHXUTHI, CHHYCUTBI, THEBMOHUH, OOMITEHBIN
CTYJ1, TATOJIOTHS TIOJKEITYT0YHOMN JKEIE3bI - 3TO KIMHUIECKOE MPOSIBICHUE:

a) raJlakTO3eMHUH;

0) peHnIKEeTOHYpHH;

B) BPOKJIEHHOTO TUIIOTUPEO3a;

I') MyKOBHCIIH1034;

1) reMouIuu

13. B moyepHHEe KIETKU KOKH YETOBEKA MPU UX PA3MHOKEHUH MTOCTYIAeT OT Ma-
TEPUHCKOU KIICTKU:

a) TMOJHas TeHeTU4YecKasi HHPOpMaIIus;

0) MoJIOBMHA TeHEeTUYECKON MHPOPMAIIHH;

B) YETBEPTh Fr€HETUYECKON MH(MOPMAITNH;

T') IBOMHAs TeHeTHYecKasi nH(OpMaIus;

1) HET BEpPHOI'O OTBETA

14. B nouepHHE KICTKU KOKH YEJIOBEKA MPH UX Pa3MHOKEHHUH MOCTYIAeT OT Ma-
TEPUHCKOU KJIETKHU:

a) MoJIHAs TeHeTUYecKast HHGOpMaIIs;

0) MOJIOBUHA F€HETUYECKON MHPOpMALINH;

B) YETBEPTh r'eHeTUUECKON nH(MOpMaIInH;

I') IBOMHAs reHeThudeckasi nHpopmalus;

1) HET BEpPHOI'O OTBETA.
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15.Permnukanusa JJHK conpoBoxkiaeTcst pa3pblBOM XUMUYECKUX:
a) MENTHUJIHBIX, MKy aMUHOKHCIIOTaMU;

0) MeNTUAHBIX MEX]Ty TeHAMU;

B) KOBAJICHTHBIX, MEXIY a30TUCTHIMU OCHOBAaHUSIMU;

I') BOJOPOAHBIX, MEX]TY a30TUCTHIMU OCHOBAHUSMH;

1) HOHHBIX, BHYTPH CTPYKTYPbl MOJICKYJIbI

16. B comaTnueckux KJIeTKax opraHu3Ma 4eaoBeKa:

a) pa3INyYHbIi HA0Op TeHOB U OEJIKOB,

0) OIMHAKOBBII HAOOP T€HOB U OEJIKOB;

B) OJIMHAKOBBIN HAOOP I'€HOB, HO Pa3HbII HA0OP OEIKOB;
') OJMHAKOBBI HAOOp OENKOB, HO pa3HbIil HA0OpP FE€HOB;
1) pa3Hblii HAOOp TEHOB.

17. Cootnomienue paznuunbix TunoB PHK B kiertke, %:
a) p.PHK > 1.PHK > u.PHK;
0) p.PHK < 1.PHK < u.PHK;
B) p.PHK > 1.PHK < u.PHK;
r) T.PHK > p.PHK > u.PHK;
n) u.PHK > p.PHK > m.PHK

18. Eciim maTh pebeHKa albTOHUK, a OTEIl 3J0POB, TO peOCHOK HEN30EKHO OyIeT
JTATbTOHUKOM:

a) €CIIi ATO — ChIH;

0) ecli 3TO - 10Yb;

B) BHE 3aBUCUMOCTH OT T10J1a;

') HET BEpHOTO OTBETA

19. Tpaucnsmus - 310:

a) CHHTE3 TIOJUTICTITUIHON [IeTTH Ha puOOCOME;

0) permukanusa JHK;

B) cunrte3 u.PHK no marpune JJHK;

I') CUHTE3 OETKOBOM MOJIEKYJIbl HA YPOBHE IMEPBUYHOMN €€ CTPYKTYPHI;
1) cuare3 p.PHK Ha pubocomax.

20. 3HaunTenbHAs YacTh MyTallUid HE TIPOSIBISIETCS B (DEHOTHUIIE TTOTOMCTBA, TaK
KaK MYyTaIllH:

a) HE CBSI3aHBI C K3MEHEHUEM XPOMOCOM;

0) HE CBsI3aHbI C U3BMEHEHUEM T'€HOB;

B) HOCSIT JIOMUHAHTHBIN XapakTep, JICTaIbHBI,

T') HOCSAT PEIICCCUBHBIN XapakTep;

1) HaXOJISITCSL B TETEPO3UTOTHOM COCTOSTHUU

21. Ko1oBOM €IMHUIIEN TEHETUYECKOTO KO SIBISIETC:
a) HyKJICOTH I,
0) aMMHOKHUCIIOTA;
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B) TPUILIET;
r) T.PHK;
n) AHK

22. TlepBoe neneHne Meio3a 3aKkaqyuBaeTCsi ¢ 00pa30BaHUEM:
a) raMer;

0) MOJIOBBIX KJIETOK;

B) TAIIOUAHBIX SAEP;

T') TUTUIOUIHBIX KIIETOK;

1) KJIIETOK Pa3HOU MJIOUTHOCTH.

23. BriOepuTe npaBUIbHOE YTBEPIKICHUE:

a) BCE 3/10pOBBIE JIIOJU 00JIaJal0T OJUHAKOBBIM YHCJIOM XPOMOCOM B KJIETKAX;
0) XpOMOCOMBI B KJIETKaX BCEX JIIOJIEH COMIEpKaT OJJUHAKOBBIE IO CBOEMY MPOSIB-
JICHUIO TEHBI,

B) OJTM3HEIIBI, POJUBIIHECS B OAWH J€Hb, HA3BIBAIOTCS OJHOSHIIEBBIMH,

r) Oone3Hs JlayHa cBs3aHa ¢ TpUCOMUEN 1O 23—i mape XpoMOCOM;
1) 23—s mapa XpoOMOCOM - ayTOCOMa.

24. Anomanusi, He SIBJISIOIIAsICS. XPOMOCOMHOM abeppariueit:
a) Jenenus;

0) TpaHCIIOKAIHs;

B) UHBEPCHUSL;

T) QyTUTAKAIKS;

1) AaHEYTUJIOUIUS

25. Breiparonyecst JIIOAU-TIOTUTHKY, YUCHbIE, IeITeNn ucKyccTBa JItoaBur Ban
berxosen, Iletp Benukuii, Onusep Kpomsens cTpananu:

a) peHMIKETOHYpHUEH;

0) rajakTo3eMuei;

B) ITOJArpou;

I') aXOHJIPOTIa3UEH;

1) caXxapHBIM THAOETOM.

26. XKanna 1’ Apk cTpajana CUHIPOMOM TECTUKYJISIPHOU (peMUHU3ALINN:
a) c.Mapdamna;

0) c.DOnBapaca;

B) c.Ilaray;

r) c.Moppuca;

n) c.Jlayna.

27. Henpsimble METObI TPEHATANIBHOW JUATHOCTUKH BKIIFOUAIOT:

a) McclieOBaHUE B CBIBOPOTKE KpOBU Matepu anbda-peronporenna (ADII);
0) uccie10BaHKME B CBIBOPOTKE KPOBU MAaTEPU XOPUAIBHOIO TOHAIOTPONMHA
(XI');

B) HCCIIEJIOBAHNE B CBIBOPOTKE KPOBU MaTepu CBOOOJIHOTO 3CTPAANOIA;

T') aMHUOILICHTE3;
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28. luBa3uBHBIE METO/IbI MPEHATAIIBHON TNAarHOCTHKU:
a) aMHHOLICHTE3;

0 ) KOpJIOIEHTE3;

B) OMOTICHS XapHOHa;

r) uccienoanue ADII;

1) ucciaegoranue XI'Y.

29.bonbHOI My)XUKHA TIEpeacT MPU3HAK BCEM OOJIBHBIM JOUYEPSIM, 3Ta 0COOCH-
HOCTb TUIIA HACNIEOBAHUS MTPU3HAKA!

a) ayTOCOMHO-JOMUHAHTHBIN;

0) ayTOCOMHO-PEIICCCUBHBIN;

B) CLICTJICHHBIN C MOJIOM JOMUHAHTHBIN;

I') CUEIUICHHBIH € IOJIOM PEIIECCUBHBIN;

1) TOJITAaHAPUYECKHUI TUIT HACJIEJOBaHMUSI

30. MeTo1, TO3BOJISIFOIITNI CTPOUTH TCHETHUECKUE KapThl XpOMOCOM YEJIOBEKa:
a) TeHeaJIOTHYECKUI;

0) OMOXMMHUYECKHU;

B ) IepMaTorn(prUuecKuii;

') THOpUIU3aIU COMATUUECKUX KIIETOK;

1) KJIOHUPOBAHUS.

31. Kputndeckue nepuo/ibl SMOPHOHAIIBHOTO PAa3BUTHS:
a) koHel 1-i - Hadaso 2-i HeieIu recTalluiy;

0) xoHelr 2-i - Hauaso 3-i HeJleNu recTalluu;

B) 3-6 HeJenu recTaluy,

r) 6-7 HeAenu recraiuy;

1) 7-8 Henenu recTanuu

32. Knunudeckue KapTuHbI 00s1e3Hel 0OMeHa BEIIEeCTB:
a) pBOTA;

0) neruaparanus;

B) IIOPOKHU Pa3BUTHS,

') OTCTaBaHWE B ICUXOMOTOPHOM Pa3BUTHH;

33. buoxumMu4eckuit METO1 TMarHOCTUKHU UCIIOJIB3YETCs MPU 3a00JICBAHUSX:
a) OTUJAKTUIINS;

0) aHoTaTbEMUs;

B) Bunscona-KonoBasosa;

I') AJIbKAIITOHYPUS;

1) MyKOIIOJIMCaXapHa03bl.

34. Kakol BeIMKUI KOMIIO3UTOP CTpaaall CuHapoMoM Mapdana:
a) Huxkxouno [Taranunuy;

0 ) Morann CebacthsH bax;

B) Bonwdranr Amaneit Monapr;

r) JIrtonBur BaH berxoBeH
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35.@opma npouIaKTHKK HACIEICTBEHHBIX O0JIE3HEH, HAalIpaBJICHHAS HA PA3BUTHE
3I0pPOBOTO PEOCHKA C TTATOJOTUIECKUM T'€HOTUIIOM:

a) IepBUYHAS,

0) BTOpUYHAS,

B) TpETUYHAS;

T') TUTAHUPOBAHKE JIETOPOKICHIS;

1) yIydIlIeHUE cpeabl OOMTaHHS YeIoBeKa

36. ®opma nporIIaKTHUKN HACTIEACTBEHHBIX OOJIC3HEH, HAIIpaBJICHHAs Ha pa3BU-
THE 37I0POBOT0 peOEHKa C MaTOJIOTHUYECKUM F€HOTUIIOM:

a) MepBUYHAS;

0) BTOpU4Hasi;

B) TPETUYHAS;

I') IJITAHUPOBAHUE JIETOPOKICHUS;

1) YAy4IIeHUE CpeJibl OOUTaHUs YEIOBEKa

37. B nporiecce HHTEHCUBHBIX 3aHSATHH CIIOPTOM y CIIOPTCMEHA IIPOU3OIILIO YBE-
JUYEHHE MACChI TeJla U CUJIbI MyCKynaTypbl. @opMa ¥ BU] N3MEHYHBOCTH.

a) TCHOTUITMYECKasl, MyTaIlus;

0) penoTunuueckas, MoaudUKaIus;

B) FTEHOTHIINYECKast, KOMOWHAIIHS;

r) (peHOTUIINYECKAS, MyTaLUS;

1) dhbeHoTunuIecKas, cirydaitnas

38. IIpu nIUTETPHOM YHOTPEOICHHUH aJTIKOTOJISI B OPTaHU3ME KIICTKH KEIE3UCTOM
TKaHH MEUYEeHU MPeoOpa3oBaMCh B COSAMHUTENbHYIO TKaHb. DopMa U BUJ U3MEH-
YUBOCTH:

a) peHoTunuueckas, MoIupUKaIs;

0) TeHOTUIIYECKasl, MyTaIlHs,

B) (heHOTUTIMYECKAs, CITydaitHas;

') TCHOTHITHYECKasi, KOMOMHAITHS;

1) ¢peHoTunuueckas, MyTaus

39. Meton mMoI0BOT0 XpOMaTHHA B MPAKTUIECKON METUITMHE UCIIOIb3YeTCS IS
a) BBISIBJICHUS T10J1a 0COOU;

0) onpeieneHus TpyNHIbl KPOBU;

B) IMarHOCTUKH XPOMOCOMHBIX O0JIe3HEH, 00YCIOBICHHBIX aHOMAIASMHU TTOJIOBBIX
XpOMOCOM;

') TUaTHOCTHKU XPOMOCOMHBIX 3a00JIeBaHNM, 00YCIOBIEHHBIX aHOMAJIUSIMH ayTO-
COM;

1) AMarHOCTUKU cuHapoMa JlayHa.
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40. Jliis mpoBeAeHUS IUTOTEHETUYECKOTO METOa UCCIIeIOBAHUS HACIEACTBEHHO-
CTH YeJIOBEKa MOYKHO MCTIOJIh30BaTh:

a) KIIETKH KPOBH;

0) Mouy;

B) MUTEIINI KOXKHU;

) OyKKaJbHBIA COCKOO;

1) aMHUOTHYECKYIO )KHIKOCTh

41. JIns mpocenBaronieil JMarHoCTUKU (PEHUITKETOHYPUU Y HOBOPOXKIEHHOTO Oe-
pyT:

a) MOuy;

0) KpOBB B MPOIIECCE POJIOB;

B) KPOBb U3 ITYTIOBUHBI,

') KpoBb Ha 7-10 I€Hb KU3HU U3 BEHBI;

1) KpOBb Ha 3-5 JIEHb KU3HU U3 MATKU.

42. [1pun KakuX 3HAYCHUSIX TEHETHUYECKOTO PUCKa IETOPOKICHUE HE OTPaHUYNBA-
eTCsL:

a) HU3KHUIA;

0) cpenHumii;

B) BBICOKUH;

r) 6-10 %);

1) 20-25 %.

43. TlpuMepoM MyTallMOHHOW M3MEHYMUBOCTH SIBIISIETCS POXKICHNE peOeHKa:

a) JICBIIN y MPABOPYKUX POJIUTEINCIH;

0) ¢ TonyObIMU TJIa3aMH Y Kaperyia3blX POIUTENCH;

B) C OTpULIATEIbHBIM pe3yc-(haKTOpOM KPOBH Yy POAUTENEH, KOTOPhIE UMEIOT TO-
JIOKUTETBHBIN pe3yc-(hakTop;

r) ¢ cuHapoMoM JlayHa y 3J0pOBBIX POJIUTENIEH;

1) 00TBHOTO (PEHUIKETOHYPHUEH Y TETEPO3UTOTHBIX POIUTEIIEH

Tabnuia 11t OTBETOB HA TECTHI:
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Ta6n1z1ua JJI4 OTBE€TOB HA TCCThI:

CryneHr
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