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Conepxkanue o0yueHust
10 KUIACC: yrury0JieHHbII YPOBEHb
Tema 12. 3aKOHOMEpPHOCTU HACNeACTBEHHOCTHU
MoHornbpuaHoe ckpewmaHue. NepBbin 3aKOH MeHaens — 3aKoH egMHO0bpasua rmbpuaoB NepBoro
nokoneHus. NpaBnao OMMHUPOBAHMA. BTopon 3aKoH MeHaensa — 3aKoH pacluenaeHns Npu3HaKos.
LiuTonornyeckme oCHoBbl MOHOTMBPUAHOrO CKpewmBaHUA. [MNoTe3a YNCTOTbl FaMeT.

AHanunsnpytoulee cKkpewimBaHume. [NMpomeXyToUHbIN XapaKTep HacneaoBaHUA.

PacwenneHne NpuU3HAKOB NPU HENOJHOM AOMUHUPOBAHUMN.

AnrmbpuaHoe ckpewmBaHue. Tpetun 3akoH MeHaena — 3aKoH He3aBMCMMOTO HacneA0BaHUA MPU3HAKOB.
LinTonornyeckme ocHOBbl ANTMOPUAHOTO CKpeLWmBaHUA.

CuenneHHoe HacneagoBaHMe Npu3HaKkoB. PaboTbl T. MopraHa. CuenneHHoe HacneaoBaHUE FeHOB,
HapyleHne cuenaeHna mexagy reHamm. XpOMOCOMHaA TeopuAa HacneaCTBEHHOCTMU.

[eHeTMKa nona. XpOMOCOMHbIM MeXaHM3M onpeaesieHna nona. AyTocombl U MONOBbIE XPOMOCOMbI.
[OMOrameTHbIN N reTepOoraMeTHbIN Mo, [eHeTnYeckasa CTPYKTypa NoaoBbIX XpoMocoM. HacnepoBaHue
NPU3HAKOB, CLLEeN/IEHHbIX C MOJIOM.

[eHOTUN KaK LenocTHasa cuctema. lnenotponma — MHOXKeCcTBeHHoe aencTeue reHa. MHOKeCTBEeHHbIN
annennsm. Bsanmoaencteme HeannenbHbix reHoB. KomnaemeHTapHOCTb. Inucrtas. lNMoannmepwua.




*buonornsa. 10-11 knaccbl. YrnyoneHHbin ypoBeHb (nog pea. B. K. WymHoro n I M. ObiMwuuya).
N3paTtenbcTBO «l1pocBeweHney. 3ToT YMK cuntaetca knaccndecknm anga npodunbHbIX BMOKIAcCcoB; K HEMY
Takke BblMyCKaeTCHa NPaKTUKyM C 3ajavyamu.

buonorna. buonornyeckme cucrtembl U npoueccobl. 10-11 knaccbl. YrnyoneHHbin ypoBeHb (A. B.
Tepemos, P. A. lNeTtpocoBa). /IsgatenbctBo «MHeMo3nHay». YU4ebHUK oTnndaeTca nogpoOHbIM U3NOoXeHNEM
MEXaHNU3MOB HacreACcTBEHHOCTU U N3MEHYMBOCTM.

Buonoruna. 10-11 knaccbl. YrnybneHHbin ypoBeHb (B. B. lNMace4yHuk n gp., NuHUA «JIMHUS XKU3HWY»).
N3paTtenbctBo «llpocBelieHne». CoBpeMeHHoe wu3gaHMe C akUeHTOM Ha MpakKTUYECKYd U MPOEKTHYHO
OeATeSIbHOCTb.

» QdepepanbHas paboyas nporpamma cpefHero obuwero obpasoBaHud: Guonornsa (yrnybneHHbIn ypoBeEHb)
[OnekTpoHHbIN pecypc] Pexxum goctyna: http://edsoo.ru

» [oHyapoe O.B. leHeTuka. 3agaun. — Capatos: Jinuen, 2005. — 352 c. (Cepua «buonorus»).

» Tepemos A.B., lempocosa PA. Kak obyyatb 6uonoruu: buonorndeckne cuctemol 1 npoueccol. 10 knacc.
MeToandeckoe nocobue ans yuutens/ A.B. Tepemos, PA. lNeTpocoBa. — M.: 'ymaHuTap. mnsg. UEHTP
BNAOOC, 2015. — 183 c.
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HeannenbHble reHbl — 3TO EHbl, PACNONOXEHHbIE B Pa3fNUYHbIX
ydacTkax (noKycax) XpoMOCOM W Koaupylwuwime HeoanHaKoBble
benkw.

HeannenbHble reHbl MOTyT B3auMOAeENUCTBOBaTb Mexay coboun, Toraa
OOVMH NpPU3HaAK NposABNAEeTCA Nog [OEeUCTBUEM  COBOKYMHOCTU
HECKONbKNX rEHOB.

Pas3nunyarT 4 Tuna HeannenbHOro B3anMoaenCcTBUSA NrEHOB:
1. KomnnemeHTpHOE B3anMoOeNCTBUE FrEHOB

2. 9nncras

3. Nonnmepuns

4. [nenotponus
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KomnnemeHTapHOCTb- HacneaoBaHUE NMPU3HAKOB, FreHbl KOTOPbLIX Npy =
COBMECTHOM MPUCYTCTBUU B reHOTUNE 0OYCNOBAMNBAIOT Pa3BUTUE TaKOro NPU3HAKa,
KaKOW Ka*KAabliW B OTAE/bHOCTM HE ONpeaensior.

OcobeHHOCTH paclensieHnAa NoTOMCTBaA OT CKpewnBaHUA Npu KOMNieMeHTapHOM
B33MMO,£I,€VICTBMM reHoB 3aBUCAT OT TOro, UMeroT /1IN 3TU TeHbl CaAMOCTOATE/IbHOE

(I)EHOTI/II'IM‘-IeCKOe npoAaBieHne:

9:3:3:1 Ka)XAbli AOMMHAHTHbIA TreH wumeer

camocTtoaTesibHoe ¢eHOTUNUUYECKOe NpPOoABJ/IEHMUE,

coyeTaHMe B reHoTMne ABYX 3TUX reHOB

obycnosnmBaet pasButue HOBOro GeHOTUNUYECKOro

NPoAB/IEHUA, a UX OTCYTCTBME He JAaeT pPasBUTUA

npu3sHakKa.

reH A obycnosnuBaeT pas3BuTMe roybom OKpacKu

onepeHuna BOJHUCTbIX NONYranymKos,

reH B —Kénton, nonyramymkm c reHotmnom A B F:
_erot 3€/1EHYI0 OKPACKy, a C reHotunom aabb -
’ ~oen

3 A_bb

/9 n_B_




9:7 LOMMWHAHTHbIE U peLeCcCUBHble
annenmn KOMnaemMeHTapHbIX FEHOB He
MMEIOT CAaMOCTOATE/IbHOTO
GEeHOTUNNYECKOro NPOoABAEHUA.
Hanpumep,

NypNypHas OKPacka BEHYMKa LBeTKa Y o x d PP
AlyWWCTOTO rOPOLUIKa Pa3BMBAETCA TONMbK oo 6onas orpacka

NP COBMECTHOM COHETAHNWN B TEHOTUNEL| Gopp - kpackan okpacka LBeTka; BOSHUKHOBEHUE

C - benas okpacka LgeTka
* - anbbuHuIM
+ P -6enas okpacka
* p-HeT addekTa

AOMUNUHAHTHbLIX TEHOB A n B, HOBOrO MPU3Haka npu CONETaHUA B O4HOM reHOTINE
BO BCeX OCTa/IbHbIX C1y4YaAX OKPacCKa rEHOB U3 PasHbIX annenbHbIX Nap
OTCYTCTBYET, U BEHYMK OKa3blBaeTcA
benbiM F2 cootHoweHKe no deHoTuny

9:7
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9:6:1 coueTaHne AOMMHAHTHbIX aNneneun

KOMMN/IEMEHTApPHbIX FEHOB p X
obecneynBaet popmmMpoBaHME OAHOTO
NPU3HaKa, COHeTaHNE PELLECCUBHbIX AAbb cdhepuyeckan aaBB cdhepuyeckan

annenemn sTUX reHoB — ApPyroro, a
Ha/Mymne B reHOTUNE TOJIbKO O4HOIO U3
AOMMHAHTHbIX FEHOB — TPeTbero.
Hanpumep, TblKkBbl C reHoTMNIOM A B

AaBb auckoeugHas
NMEIOT ANCKOBMAHYO pOopMy Naoaa, C ]
reHoTMNom aabb —yaAAMHEHHY!O, :
a c reHotunamm A _bb naaB_ -
chepunyeckyto.
A—B — A—bb 1 aab— aabb

avckoBuaHas  chepuyeckas  YANMHEHHas
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3apaya: y HOPKU M3BECTHO ABa PEeLECCUBHbIX FreHa —p U i, P
FOMO3UTOTHOCTb MO KaXXA0MyY U3 KOTOPbIX, AN No 06oum

OAHOBPEMEHHO, 0b6yCcnaBAnBaeT NNAaTUHOBYHO OKPACKy Mexa.

[nKas KopnyHeBasA OKpPaCcKa NOJIy4aeTca Npm Haam4mm obounx

AOMUHAHTHbIX annenen P u . Npn Kakom Tune CKpeLmBaHms P: PP X C" PF']I

ABYX NJAaTUHOBbIX HOPOK BCE UX NOTOMCTBO byaeT ? IMIIATHHOE4R IMET HHOEB4A
KOPUYHEBbIM? OEpacka OKpacka
[MhaTUHOBbIE HOPKW A0/IKHbl ObITb 0683aT€/IbHO FOMO3MUIOTHbI

MO KaXXA0MY U3 ABYX PELECCUBHbIX FEHOB - P U i UK No 0bomm T Pi I:"I
OAHOBPEMEHHO, T.e. reHoTMN ocoben aonxkeH 6biITb —Ppii, ppli,

ppll, PPii nan ppii. AnKyto KOpUYHEBYIO OKpacky byayt mmeTtb -Fl: P];I'E

ocobu ¢ reHotunom Ppli. B cnyyae, echm npu cKpewmBaHuU )
ABYX NNAaTUHOBbLIX HOPOK BCE MX NOTOMCTBO byget I:“DFHHHEEEH [;IIJIH}ELH:I
KOPUYHEBbIM, TE€HOTUN OAHOr0 poAUTEeNA AO/MKEH ObiTb ORpackd
OMO3UIrOTeH MO peuecCMBHOMY TreHy p, a MO reHy i —
reTepo3nroTeH; Apyrom poamTenb, HA0OOPOT, rOMO3UTOTEH MO
reHy i U retepo3nroTeH no reHy p. Toraa AnAa ckpewmBaHmA
HAEOOXQQMMO B3ATb XMUBOTHbIX C reHoTunamu ppll n PPii,




3apava: B onpeaenennn ¢opmbl rpebHa y Kyp
NPMHMMAIOT y4acTue ABa HeaN/le/lbHbIX reHa.

JNOMWHAHTHLIN  TeH A KOHTpoAunpyer
pa3BuTUue PO30BUAHOrIO rpebHs, a
AOMMWHAHTHbIN TeH B — ropoxoBuAaHOro.

KombuHaumsa peueccuBHbIX annenem 3tux
reHOB aaBB BbI3blBAe€T pPa3BUTUE MPOCTOro
rpebHa. OpexoBmnaHbIn rpebeHb pa3BMBaeTCA
npwu Ha/INYnU B reHoTune obounx
AOMMHAHTHbBIX reHoB. Kakoro pacuwenneHus
no ¢eHotTuny cneayet oxumaatb B F1 npwu
CKpeLinBaHUn Kypuubl C PO30BUAHbIM
roebHem UM neTyxa C TrOPOXOBUAHbIM
roebHem? AByX AUreTepo3nroT?
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3apava: Cpean bepmeHTOB, y4acTByowmx B 06pa3oBaHnM
xnopodunna y AuMeHs, umeetca gsa GepmeHTa, OTCYTCTBME
KOTOPbIX NPUBOAUT K HAPYLLUEHUIO CMHTE3A 3TOr0 NUrMEHTA.
Ecnn HeT 04HOro U3 HUX, TO pacTeHUe CTaHOBUTCA Benbim, ecin
HeT Apyroro — *entbiMm. Mpun oTcyTcTBUKN 060X HbepMeHTOB
pacTeHue Takke benoe. CMHTE3 KaxKaoro pepmeHTa
KOHTPOAMPYETCA AOMUHAHTHBIM reHOM. [eHbl HaxoAATCA B
Pa3HbIX XpOMOCcoMax. Kakoe NOTOMCTBO cedyeT OXKuaaTb Npu
CaMOOMbINEHUN TETEPO3UTOTHOIO No 060MM reHam AYMEHSA?

feHoTUNbI poauTenen: AaBbcap u AaBb (anreteposunroThbi)
[eHbl:

A — depmeHT 1, a — HeT pepmeHTa 1 (KenTbin).

B — pepmeHT 2, b — HeT depmeHTa 2 (6enbin)
deHoTMNbI NOTOMCTBA (peLueTKa MNeHHeTa) : 94 B
(AOMWHaHTHbIE N0 060MM reHam) — 3eneHble (Hopm).

3 aaB_ (HeT dpepmeHTa 1) — KenTble.

3A_bb (HeT pepmeHTa 2) — benble

1 aabb (HeT oboux) — b6enble.

NToro: 9 3eneHbix : 3 }entbix : 4 6enbix.
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dnucras — 3TO B3aUMOJENCTBME HEANNENbHbIX FTEHOB, IAe OAWH reH (3NMcTaTUYHbIN, cynpeccop)
noaasnAeT AencTBme apyroro (rmMnocTaTtuyHoro).

Y nowapgei AOMUHaHTHbLIN reH C onpeaenneT cepyto OKPacky WepcTu. B To e Bpemsa oH ABNAETCA CYynpeccopom
MO OTHOLWIEHMUIO K FreHam B, onpeaenaowmmm BOPOHYIO MacTb M B - PbIXKYIO MacTb. To ecTb, BOPOHAsA U pbiXKas MacTu
MOTYT NPOABNATLCA TO/IbKO B C/ly4ae PeLeccuBHOM romosuroTel no reHy C. Onpegenute pacuiensieHne noTomcTsa
no ¢eHOoTUNY B CyYae CKPeLLnMBaHUA ABYX ANTETEPO3UTOTHBIX CePbIX NoLaaei

PelueHne 3agayu: F: BC Bc BC BC
B - BopoHas macTb (B-cc),
B - pblkas MacTb (BBCC),

. BC BBCC BBCc BeCC BeCc

C - cepbln UBET, OH Xe reH-cynpeccop,
C - FeH, He OKa3bIBaloLLMN MHTMBUTOPHOIrO AENCTBUS.
P BeCc * BeCc Bc BBCc BBcc BeCc Becc
BC, Bc BC, Bc
BC, BCc BC, BC BC BeCC BeCc BBCC BBCC
deHoTUNbI: cepble nowaau - 12 yacrten,

/-%?MHble 3 wacty, BC BeCc Bscc BBCc BBCC

= e - 1 YacTb NOTOMKOB.




Y Kyp nopopabl IerropH OKpacKa nepbeB 06ycnosneHa HaiMuMem AOMUHAHTHOTO
reHa A. Echu oH HaxoauTcAa B peueccCMBHOM COCTOAHMMU, TO OKPAcKa He pa3BUBaeTCA.
Ha penicrBue 3Toro reHa oKa3sbiBaeT BAUAHUE reH B, KOTopblii B LOMUHAHTHOM
COCTOAHWUM NOAABAAET Pa3BUTUE NPU3HAKA, KOHTpoaupyemoro reHom A. OnpeaenuTb
BEPOATHOCTb POXKAEHUA OKPALWEHHOTO UbIN/IeHKa OT CKpeLwMBaHUA Kyp C reHOTUNom
AABb n aaBb.

PeweHue: = AARL X
A — reH, KoTopbi 0bycnoBanBaeT pOPMUPOBAHNE OKPACKMN; A BRI

a — FeH, KOTopbI He obycnoBanBaeT GOPMUPOBAHME OKPACKY; KypEL

B — reH, KoTopbin nogasnset GOpMUPOBaAHME OKPACKK;

b — reH, KOTOpbIN He OKa3blBaeT BIMAHUA HAa POPMMPOBAHME OKPACKN. r AR Ah

aaBB, aaBb, aabb — 6enana okpacka (B reHoTMNE OTCYTCTBYET annenb A),
AAbb, Aabb — okpalwieHHOe onepeHune (B reHOTUNE NPUCYTCTBYET annens A u

OTCYTCTBYET annens B), Fi-  AaBR AaBh
AABB, AABb, AaBB, AaBb — 6enan okpacka (B reHoTune NpUCyTCTBYET annenb B, 1 EE.]IE-II; EEJIBIE,
KOTOPbIN NoAaBaaeT npoasneHue annena A. Takum obpasom, npu JaHHOM B

ckpewmnBaHnUn BepoATHOCTb NoJsiyd4eHnA B MOTOMCTBE 6enbix LUbINAAT PaBHA 75%

0 o
(W: AaBB,AaBb n AaBb), a okpaweHHbIXx — 25% (reHoTun Aabb). 43% 5%

POXAEHUA OKpPaLWEHHOro ublinneHkKa (Aabb) — 25%.A).

A7 aabb

b emeIe
KYPEL

aB  ah

H

AaBb,  Aahb
DEMEIE  ORpAIUEHHEE

EYPEL  EYPEL
Pk



KymynarTuvuernas nonvimepmn

Monumepua — 3710 TMN B3aMMOAENCTBUA

HeannenbHbIX reHOB, MNP KOTOPOM HECKO/IbKO FeHOB  »
BAUSIOT HA Pa3sBUTUE OAHOrO NPU3HaKa. _Benwi
KymynarusHaa nonmmepua: CteneHb BbIPaKeHHOCTH

N\~

TEMmHHOoO-KpacHbiia

ATATAZAZ

S

Npu3HaKa 3aBUCUT OT KOaU4Yecmeda JOMUHAHTHbIX o Alerazes ..
annenen (3apdeKT cymmmpyetca: bonblue reHoB —

apye npusHak). MprMmepsbl: LBET KOXM Y Yenoseka, F ArAarAzAZ V
macca Nao40B, ANLLEHOCKOCTb Kyp, paclienieHme Termo-rkpachb
1:4:6:4:1. AlA1IAZaZ V
Ecnv npeacTaBuTb, YTO 3@ MHTEHCUMBHOCTb OKPaCKM e S
3epHa OTBEYaloT A,8a reHa , TO OPraHU3Mm C AlaiAzaz V
NOMUHAHTHBIM FOMO3UTOTHbIM reHoTUNoM byaeTt I, e
MMeTb Hanbonee APKYHO OKPACKY, @ OPraHM3m C

peLeCcCUBHbIM FOMO3UTOTHBIM FrEHOTUNOM — erAzan

Hanbonee ceeTnyto. Bce npomexyToUHble CeeTneTpacnma
KOMBMHaUMM AaAyT pa3nyHble CTeneHn NposaBaeHus atlatlazaz

Npu3HaKa. I



HekymynatusHasa nonmmepus:
Mpun3HaK NpoABAAETCA OANHAKOBO NP
Hann4yum xoms 661 00HO20
AOMWHAHTHOrO annena (KoNM4ecTso He
BnAeT, 3OPeKT He cymmupyeTcs).
Mpumep: popma N10A0B NACTYLWbEN
CYMKM, pacwenneHune 15:1

Fz!

A1A1AAS ajaqazar

A1a1A2a2 A1a1A2a2

9A—A— 3A—aqzas 3ajaAr— 1aiaiazaz



3apava: [4/iMHa  yWwen Yy KPOJINKOB
onpenenAeTca YeTbiPpbMA  aNNeNaAMU
ABYX HeaNnesbHbIX TreHOB Mo Tuny
KYMYNATUBHOM  MOAMMEPUN: npu
OTCYTCTBMM B TEHOTUME [OMWHAHTHbIX
annenemn sTUx reHoBs ywu UMeT AJIMHY
OKO/I0 12 CM, @ KaxAbl AJOMUHAHTHbIN
Zl'lﬂe}'lb Aaet npm6aBKy K AJINHE YyLIEeN B
cM

[pn CKpewmBaHUM CaMKM C YyllamM
OJIMHOM 12 cm € camuUOoMm, umetrowum 28
- CaHTUMETPOBble YW, BCE MNOTOMKM
MMenn ywm AanmHom okono 20 cm.
[lony4eHHbIX ~ MOTOMKOB  CKPeCTUM
mexKay cobon.

CocTaBbTe CXemMbl pelleHUA 3a43auu.
Onpeaenute reHoTUNbl POAMTENbCKUX
ocoben UM reHoTunbl, GeEHOTUNDI
BO3MOXHOM0  MOTOMCTBA B  ABYX
CKpewmBaHnAx. KakoBa BepoOATHOCTb
POXAEHMA BO BTOPOM CKpeLiIMBaHMM
KPONMKOB C AJ/IMHOM ywen 16 cm?
YKaXKuTe reHOTUNbl 3TUX MOTOMKOB.

P | @ aaasa, & 3 AAAA,;
ywun 12 cm yimn 28cm
G 8187 A]A7

- A]a1A?a7 — yuwn 20 cM

P ? Aa;Aa; X 3 Aa;Aa;

ywm 20 cm ywn 20 cm

G A A, Aa,, a,A,, a;a, A A, Aa,, a;A,, a;a,

F 1 A1A1A2A2 — yuwn 28 cM

4 (2 AlAlAzaz, 2A131A2A2) — ywu 24 cM
6 (1 A/Aa,a,, 4 AaA5a,, 1 a,a,AA,)

— yuwm 20 cM
4 (2 A1a]a7ay, 2 a1a]A7a7) - yuw 16 cm

1 di;d;adsd, ywm 12 cm

BepoaTHOCTL POXAEeHWA BO BTOPOM CKpPeumMBaHnm KPONMKOB C ANMHOW YiLuen

16 cm, coctasnaer 4/16 (1/4; 0,25; 25%), ux revotuns! A a,a,a, v a,a;A.a..



3apgaua: BbICOTA pPacTeHUA onpegenserca
YeTblpbMA anneniMmu AByX HeannenbHbIX
HecUenaeHHbIX reHOB Mo TUMNY NOJMMEPUN.

MaKcrmanbHaa BbICOTA B3POCAOro pacTeHUsd
cocTtasndaeT 210 mm.

MuHMmasnbHaA BbICOTAa TFOMO3UIFOTHOrO Mo
peuecCUBHbIM annenam B3pOCaoro pacteHums
coctasndaet 190 mm. Ckpewnsanm pacrteHume
BbicoTOM 210 mMm C pacTeHMem C BbICOTOW
190 mm, BCe noJlydeHHoOe rmbpuaHoe
NOTOMCTBO 6bIZ1I0 eANHOO0OPA3HbIM.

Mpn camoonbiieHnn rmnMbpuaos nepBoro
MOKOJIEHUA MONYYUNOCb PEHOTUNUYECKOE
paclienneHue KNaccoB MOTOMKOB B
KONIMYeCcTBeHHOM cooTHoweHun 1:4:6:4:1.

CocTtaBbTe CXeMbl ABYX CKpelwuMBaHUN.
Onpenenute  reHOTUMbI POANTENBCKUX
ocoben u reHoTunbl, GeHoTUMbl (BbICOTY
rmbpnaoB) BO3MOXKHOIMO MOTOMCTBA B ABYX
cKpewmBaHuax. OOBACHUTE  U3MEHEHUE
BbICOTbl PAaCTEHUMN Y BO3MOMKHbIX MOTOMKOB
BO BTOPOM CKpPELLUBAHUM.

P AABB X aabb

G AB ab

F1 AaBb

P AaBb X AaBb

G AB, Ab, aB, ab AB, Ab, aB, ab

1 AABB — 210 mm;

2AaBB, 2AABb — 205mm;
4AaBb, 1AAbb, 1aaBB — 200 mm;
2Aabb, 2aaBb — 195 mum;

1 aabb — 190 um:

C yBenuyeHneM B reHOTUNE KONMYECTBa PeLecCUBHbIX annenen
YKa3aHHbIX NreHOB BbICOTa pacTeHus yMeHbwaeTca (Ha 5 Mm)

W

C yBenu4yeHneM B reHoTUNe KoNnYecTsa AOMUHAHTHbIX annenemn
YKa3aHHbIX FreHOB BbICOTa pacTeHns ysenuumnsaetca (Ha 5 mm)



Mneotponua (MHOXecTBEHHOE AEUCTBME FTeHa) — 3TO reHeTUYecKoe ABAeHue, Npu
KOTOPOM OAUH TEH B/ZIUAET HA Pa3BNTUE HECKOJIbKUX MPU3HAKOB UTU CBOUCTB
opraHu3ma.

Mpumepsbl nhenoTponuum:

1.Y yenoseka (cmHgpom MapdaHa): MyTaumsa ogHoro reHa Bbi3biBaeT AedeKTbl COeANHNTENBHOMN
TKaHW, YTO OAHOBPEMEHHO NPMBOAUT K apPaxHOAAKTUANM («Naydybm NanbLbl»), NOABbIBUXY

XpYyCTa/ZIMKa U NaTONOrMK CepAe4HO-COCYANCTON CUCTEMDI.
2.Y }XUBOTHbIX (reH OKpacKK): [eH, oTBeYatoLWwmii 3a PbIXKK LBET BOJIOC Yy Ye/IOBEKa, TaKKe BnAeT

Ha YYBCTBUTE/NIbHOCTb KOXW K yabTpaduonery.
3.Y pacteHuit: [eH, KOHTPOINPYIOLLNIM OKPACKY LBETKA, MOXET B/UATb Ha UBeT cTebna u cemsaH

[JOMWHAHTHbIE NNENOTPOMNHbIE MYTALMM YACTO OKAa3bIBAOTCA IETA/IbHBIMM Y TOMO3UTOT (Hanpumep,
reH NJIaTMHOBOW OKPACKM Y /INC, CEPOMN OKPACKM LLEPCTU y OBeL,).



3agava: y oBel, AOMUHAHTHbIN aNnenb reHa Cepour OKpPacKu
LLEPCTN B FOMO3UTOTHOM COCTOAHWM BbI3bIBaET rmbenb
smbpuroHoB. OKpacKa WepCcTn MOXKET bbITb cepan uau
YyepHaA. [eHbl, KOHTPOAMPYIOLME OKPACKY LWEPCTU U
HaAM4Yne NN OTCYTCTBME POroB, HAacNeayrTCA
He3aBUCMMO. B aHanm3mpyowem CKpeLwmnmBaHnm cepomn
pOraTon oBLUbl B NOTOMCTBE MOYYMNOCH paclLenneHne no
deHoTtmny 1:1:1:1. Kakoe pacuwenneHne no peHoTuny
MONYYUTCA NMPU CKPELLUBAHUM CePbIX poraTbix rmbpnaos 13
F, c cepbimun 6e3porumn rubpmuaamm ns F,? Coctasbre
CXembl CKpewmBaHni. Onpegenurte reHoTMNbI
poANTENBCKNX 0cOben, reHoTUMNbl N GeHOTMMNbI NMOTOMCTBA
B ABYX CKpeLWmMBaHMAX U NX COOTHOLLEHME BO BTOPOM
cKpewmBaHun. O6bACHUTE NONYYEHHbIE PEHOTUNNYECKOE
CKpewmBaHue B F,.

1 AHaAusupylowee CKpeuwuBaHUe:

P
G

Q AaBb x & aabb
AB, Ab, aB, ab ab
AaBb — cepuie poratue;

Aabb — cepble Besporue;

aaBb YEpHbIe poraTbie;

aabb — uépuwe 6esporve;

Q AaBb X 3 Aabb
AB, Ab, aB, ab Ab, ab

2AaBb — cepuie porarue;
2Aabb — cepue 6esporue;
laaBb
laabb — uépnvie 6eaporue;

YEépHbie poraTbie;

3 B F, nonyvaercs pacuennenue no deHotuny 2:2:1:1, Tak Kak ocobu ¢ reHoTHNam

AABb v AAbb rubHyT Ha aMBpuoHanbHOM cTaaun,



HacnepnctBeHHble 3aboneBaHUa YenoBekKa

Bce HacneacTBeHHble 3a601eBaHNA MOMKHO Pa3aennTb Ha rpynnbl MO HECKO/IbKMM MPUHLUMMAM:
*ro TUNY HacneaoBaHuUs;

*rnaToreHeTUYEeCKMM MexaHM3Mam HapyLLUEHWNI B OPraHU3ME;

*No TUNY MyTaLUMN, KOTOPblE NPOU3OLLJIN B KNETKE;

*No NPENMYLLLECTBEHHOMY NMOpPaXKEHMIO TON UM UHOWN CUCTEMBbI;

M0 UCMOJIb3yeMbIM METOAMKAM 1abopaTOpPHOM AMArHOCTUKM, MO3BOIAKOLWMM NOCTaBUTb ANArHO3

Knaccndpukauma HacheacTBEHHOW NaTO/IOTUU MO YPOBHIO A0KAAU3AYUU Mymayull B CUCTEME XPaHEeHUA
reHeTM4YecKor MHGopMaLMM OTparkaeT TUMNbl HAaCNeACTBEHHbIX 3aboneBaHN U BblaenaeT

* TeHOMHbIe,

* XPOMOCOMHbIE

* TeHHble (MOHOreHHble) bonesHun

* MHOrodaKTOpHbIE

* 3NUreHeTn4ecKkue

* 1 60/1€3HN MUKPOCATENNNTHBIX TAHAEMHbIX MOBTOPOB




XPOMOCOMHBIE BONE3HU YEJIOBEKA

y f

HapyweHus B nonosbix HapyweHnun B ayrocomax:
xpomocomax: XX uXY rpynnel «D», «E», 21 napa u ap.

l !

XPOMOCOMHbBLIE AHOMA UK

/ \

U3MmeHeHMe 4ucna XpoMocoM B CTPYKTYpHbI€ HIMEHEHHA B XPOMOCOMAX:
KapuoTune: aHeynnouaus — a) peneuun

a) MOHOCOMMA 6) TpaHcnoKauus

6) Tpucomus B) MHBEpPCUA

B) NONUCOMMA r) AYNAUKUUA

MpMmepamu XPOMOCOMHbIX 6one3Hen ¢ HapyweHnem 4Yncna NoaoBbIX XPOMOCOM MOTYT
CAYXUTb  Tpunaonagmsa X (kapuotun 47 XXX), cuHapom LlepeweBckoro-TepHepa
(kapuotun 45 X), cuHapom [xkenkobca (Akobca) (Kapuotun 47 XYY nmnbo 48 XYYY),
cuHapom KnanHdenbrepa (Kapmnotun 47 XXY nnbo 48 XXXY).

Mpmepamum XPOMOCOMHbIX 60ie3HEN C HapyLEeHUEM YMCAA COMATUYECKMX XPOMOCOM
aBnatoTca cuHapom Matay (Tpucomuma no 13 nape XpPoMoOCOM), CMHAPOM DaBapAca
(Tpncomma no 18 nape), cmHapom [ayHa (Tpucomua no 21 nape), cuHApPom JlexkeHa nau
CUHAPOM «KOLLA4Ybero KpuKka» (aeneumnsa KOpPoTKoOro naedva 5 xpomocomsl).
XPOMOCOMHbIE aHOMaNMKN COCTaBAAKOT B MaTepuane CNOHTaHHbIX abopTycoB Ao 70% B
nepsble 2-4 Heaenn 6epemMeHHOCTH.



Iosmrenusie Goaesun

(MaorodaxTopHbIe
Sonesnmu)

couoreanaa \
dopma (oamm

daxTopos

BHenIHNeR
cpeanl

AVIOCOMHO-pELIECCHEHEIE

AVTOCOMHO-JOMMHEINTHES

AOMHMHAIHTHRIE

rozaMIapHRecie

[eHHble NI MOHOTeHHble
3aboneBaHUA NosBAAIOTCS
npu BO3HUKHOBEHUMU
MyTaUUM B  CTPYKType
onpeaesieHHOro reHa Mu

nepenaroTCa no
HacneacTey B
COOTBETCTBMW C TUMOM
HacnenoBaHMA .

MoOHOreHHsble
3aboneBaHMa no muny
HacnedosaHusA MOXHO
pa3aenuTb Ha ayTOCOMHO-
JOMMUHAHTHbIE,
ayTOCOMHO-PeLLeCCMBHbIe,
X-cuenneHHsble

NOMUHAHTHbIE 7
peLleccuBHble, Y-
cuenNeHHble
(ronanpapuyeckune),

MUTOXOHAPUNAJIbHbIE



anMepbl pacnpenerneHna HacrneacrBeHHbIX 3aboneBaHuMn no TUNYy HacneaoBaHus

Tun HacnhepoBaHUA

AYTOCON\HO-,EI,ONWIHaHTH ble 3aboneBaHMA

AyTOCOMHO-DELI,ECCVIBHbIe 3aboneBaHuA

X-cuenaeHHble AOMUHAHTHbIE 3aboneBaHuA

Mpumepbl HacneACTBEHHbIX 3ab6oneBaHuMiA

AxoHpponnasua, HenpopmnbpomaTos PeKknunHrayseHa,
peTuHobnacToma, ceMenHana rmMnepxoncTepuHeEMmUsa, CUHAPOM
Kpy3oHa, cuHapom MapdaHa, cuHgpom Xontepa-Opama,
xopeA [@eHTUHITOHa U 4p.

ANKanToHypusa, anbbuHu3m, 6onesHb Tes-CaKca, BPOXKAEHHas
rmnepnnasmMa  Kopbl  HAAMOYeYHUKOB, (EHUNKETOHYpPUA,
ranaktosemusa, cuHapom [ypnepa, cuHapom  Mopkuo,
NPONMOHOBAs auMaypua n ap.

[Mnodochatemumna, opoPpaumoanrmTanbHbli CUHAPOM, CUHOPOM
HeZepXaHUA NUrMeHTa, CMHAPOM AnbnopTa, cMHAPOM bnoxa —
Cynbubeprepa, cmHapom Petta u ap.



anMepbl pacnpenerneHna HacrneacrBeHHbIX 3aboneBaHuMn no TUNYy HacneaoBaHus

Tvun HacnepoBaHUA

X-cuenneHHble peueccuBHble 3aboneBaHuUA

lonaHapuyeckue 3aboneBaHuA

MuToxoHApUanbHbie 3aboneBaHuUsA

Mpumepbl HacneacTBEHHbIX 3abonesaHui

[emonutnyeckaa aHemus, remodunmsa A n B, mmoguctpodus
NoweHa-bekepa, cnHagpom MeHKeca, cMHApPOM XaHTepa, X-
cuenaeHHana agpeHonenkoancTpoduma, X-cuensieHHbIN UXTUO3,
cnHapom Aapckora-CKkoTtra un gp.

A3zoocrnepmus, Y-cUEneHHbIM TMNepTPMX03 YLIHbIX PAKOBUH,
YacTUYHaA aeneums xpomocombl Y u ap.

HelponaTtusa 3putenbHoro Hepsa Jlebepa (LHON), cuHapom Ju,
cuHgpom  MELAS  (MuTOXoHApuanbHaa  3sHuUedanonatms),
cuHgpom MERF, cnHgpom NARP, cuHpgpom KepHca-Cenpa,
cnHapom Anbnepca, cmHapom [NnMpcoHa u ap.



PeHNNKeTOHYPUA— ayTOCOMHO-peLeccnMBHoe
3aboneBaHue, BbI3BAHHOE MyTaLMEN reHa
dbeHnNanaHNHrMApoKcunasbl (ANMHHOE NaeYvo
Xpomocombl 12); B ocHoBe 6one3Hn — gepuumt
dbeHnnanaHuH-4-rnapoKcunasol, obecneymsatoLLen
KOHBepcuto deHnnanaHnHa B TUPO3UH, YTO
NPUBOAUT K HAKOMJIEHUIO B TKAHAX U
GU3NONOTrNYECKUX XKNOKOCTAX PEHMNANAHNHA U €ro
MeTabonumTos.

OTmeyaeTcs BANOCTb, oTcyTCcTBUE/
noTepsa MHTepPEeca K OKpY»KatoLemy, MHOraa HaobopoT, NOBbIWEHHAs Pa3aparkKUTENbHOCTD,
6ecnoKoMCTBO, TMNEePTOHYC MbILLL,, rMneppedieKkcun, 3K3eMaTo3HaA CbiNb. XapaKTepeH
«MbILWKWHbBIN 3anax» NOTa U MOYU, KOTOPbI 06bACHAETCA BblaeneHnem peHnnaLleTaTa,
deHunnupysaTta. Bo BTopom nonyrogmu 3x1usHu Habaroaaetca perpecc B MOTOPHOM U
NCUXOpPeYeBOM PA3BUTUN: AETU NEPECTAIOT pearnpoBaTb Ha 0b6palleHHY0 peyb, Y3HaBaTb
MaTb, He GUKCUPYIOT B3MNAL N HE PearmpytoT Ha APKUE UTPYLLKKU, HE NepPeBOpPaAYNBAIOTCA HA

KUBOT, HE CUAOAT. _




®dunsnyeckoe pasBUTHUE HapyLleHO B MEHbLLEN
cTeneHun, o4HaKo, BbIBNAETCA HEKOTOPOE
YMEHbLUEHNE OKPYXHOCTWU rO/I0Bbl UIN AaXKe
MUKpouedanms, bonee nosgHee
npopesbiBaHUE

3yboB. Y OONbLWIMHCTBA HENEYEHbIX AeTen
CBeT/Ible BOJIOChI, ro/lybble rna3a. Koxa noyTtu
MONHOCTbIO J/IMWIEHA MENaHWHA U  UMeeT
MOBbIWEHHYIO YYBCTBUTENBHOCTb K MHCONSALMMN
7

TpaBMaMm, MO3TOMYy Hepeako Habnwopgatorca
TAXENaA 3K3ema, AepMaTUT, GONNNKYNAPHbBIN
KepaTos,

NOBbIWEHHAA CKJOHHOCTb K THOMHUYKOBbLIM
NHPEKUUAM.

OTCYTCTBUM  JIeYEHUA  Pa3BMBAETCH

i~ TAweNqAn  YMCTBEHHas  OTCTaNoCTb %

TR

= £r3fivfieaynyeckme NpucTynbl

bonbHOR (EHHIKETORYpPHET

Cnabas mMTMeRTAIA KO, BONOC,
pagyKHOH 000N0TK T11a3,
yMepeHHa cTenerb ONMrodperim

OnmaroQperns ABnAeTCA CleCTBAEM
[IEHOTPOIIHOTO
(MHOMXeCTBEHHOTO) JIeHCTBAA TeHa



E— “MP

Fanakrosemusa (FAJ1) — rpynna HacheacTBEHHbIX
HapyweHun obmeHa yrnesoaos,
XapPaKTEPUBYIOLLNXCA CHUKEHNEM NN
OTCYTCTBMEM aKTUBHOCTU OAHOTO U3 GEPMEHTOB,
y4acTByOLWMX B MeTabonname ranakrosbl,
NPMBOAALLNX K HAKOMNNEHUIO B OPraHnU3me
N30bITKa raslakTo3bl U ee MeTabonnTos,
OKa3bIBalOLMX TOKCUYECKOE BO3AENCTBUE Ha
Pa3/INYHbIE OPraHbl U CUCTEMDbI, BK/IHOYAS
NeYyeHb, UEHTPA/IbHYIO HEPBHYIO CUCTEMY,
XPYCTaNMK rnasa u ap.,

NoepexaeHne ronoBHOro MO3ra

Karapakra
. NospexaeHne Kocren

o>

NMoepexaeHHe NevYeHn

MoepexaeHne noYyexk

pa3BMBaeTcA
XPOHMYECKaA NeYeHOYHaa HeOCTaTOYHOCTb U TAXeNoe
NOpPa*KeHNe HePBHOM CUCTEMbI C PE3KUM

OTCTaBaHMEM MCUXOMOTOPHOIO Pa3BUTUA, YTO MPUBOAUT

K rnyboKon nHBannamsaumm m

YMEHbLUEHUIO NPOAO/IHKUTENBHOCTU XKU3HMN. ]




3abonesaHne 06bIMHO MaHUPECTUPYET B NepBble AHU - HEAE/IN KU3HMN,
BbICTPO NporpeccmpyeT U B OTCYTCTBUMU

JIEYEHUNA HOCUT KU3HEYIrpoXKatowmim xapaktep. Ha poHe BCKapmanBaHuA
MOJIOKOM Y HOBOPOXAEHHOIO NOABAAETCA PBOTA, ANapena, MbllUeYyHas
TMNOTOHMA, COHZIMBOCTb, BANOCTb.

OcTtaHaBnmBaeTcA npmbaBKa B macce Tena, Habaogaertca BAnoe cocaHue,
NOABAAKOTCA U HAPACTAOT MPMU3HAKU MOPAXKEHMA NEYEHMU, 4aCcTOo
CONPOBOXAAOLMECA TUMOTNMKEMMUEN, KENTYXON N renaTtoMmeraanen; Hepeako
OTMeYaeTcss KPOBOTOUYMBOCTb B CBA3U C TMNOKOAryisaumen; y MHOrmx 60abHbIX
BO3HMKaeT HapyweHne GYHKUNUN KaHa/IbLEB MOYEK.

Hanbonee Taxkenbim NposaBiIeHUEM ra/IakTO3EMUN Y HOBOPOXKAEHHbIX
ABNAETCA Cencuc.

MP



CepnoBnAaHOKNETOYHaA aHemumA -
HacneacCTBEHHOE 3aboneBaHue, KoTopoe
XapaKTepusyeTcs HapyleHMeM  CTPOEHUA
remornobmnHa — KucnopoanepeHocauwero b6esnka
B 3pUTPOLMUTAX. Bbi3biBaeTcs MyTaUUEN B FeHeE
HBB, oTBeyvatoLlem 3a BbipaboTKy remornobumHa.
3Ta MyTauuAa NPUBOAUT K CUHTE3Y aHOMA/IbHOM
dbopmbl remornobuHa, Ha3bIBAEMOTO
remorno0buHom S.

B pe3y/ibTaTte naTo/Iornn APUTPOLUTDI
npnobpeTaloT KPUCTAN/IMYECKOE CTPOEHME W
dopmy cepna, 4TO NPUBOAUT K 3aTPYAHEHUIO
KPOBOTOKA W BNOCNeACTBMU Bbi3biBaeT 601eBOM
CMHAPOM U noBpexaeHue opraHos. CKA yvalle
BCEro BCTpevyaeTca Yy Auy  appUKaAHCKOro,
Cpean3eMHOMOPCKOro, O/IMKHEBOCTOYHOIO MU
NWHAWNCKOTO npoucxoxkaeHua. 3aboneBaHue
MMeeT pa3nnyHble npoAsaeHua, Haubonee
TAMKE/IbIM U3 KOTOPbIX ABNAETCA aHEMMUA.

J Hed blood ol




CuHppom [layHa

[laHHas aHOMaNKuA ABNAETCA CaMom YyacTon popmon
XPOMOCOMHOW NAaTO/IOTMKM YeNOBEKA M NPOABAAETCS
Tpucommen no 21 xpomocom (95%). B ocHoBe
6one3Hn [layHa nexxut HepacxoxaeHue no 21-n nape
XPOMOCOM NNBO B ANLIEK/IETKE BO BpEMA MENO3Q,
b0 Ha paHHMX cTaauAax ApobaeHnsa 3nroTol.

OcHoBHble PaKTbl O CBA3U BO3pPaACTa maTepu u
cuHapoma [layHa:

Pucku no Bo3pacry:

e[lo 25 net: ~1 Ha 1400-1562 cnyuyas.

e/l1o 30 net: ~1 Ha 1000 cnyyaes.

*B 35 net: ~1 Ha 350 cny4aes.

K 40 rogam: ~1 Ha 100 cnyyaes.

K45 rogam: ~1 Ha 30-35 cnyyaes.




ManbuMkm U AeBoYKM C 6HonesHbo [layHa
POXKAaoTCA C 0OANMHAKoBOM YacToTon. Macca u
ANMHA  Tena npu POXAEHUM  OObIYHO
COOTBETCTBYIOT AOHOLWIEHHOMY pebeHKy. lonoBa
MEHbLUMX PA3MEPOB CO CKOLIEHHbIM 3aTbl/IKOM.
Jlnuo nnocKkoe, C KOCbIM  MOHIONOUAHbLIM
pa3pesom a3, WWPOKOMA  nepeHocuuemn
MaJIEHbKMM HOCOM, BONbLIMM A3bIKOM YacTO He
BMELLAILWMMCA BO PTY.

Y 60nbHbIX POT MNOAYOTKPbITbIN, Ha rybax 4acTto
TpeLWmHbl, MOTyT H6bITb aHOMannu 3y60B,

YWHbIX  pakoBuH.  CyctaBbl  uMmewT  Bonbluyko
NOABMMKHOCTb, Na/ibLbl KOPOTKME, HA TAA0HU NpoJsieraeT
rnybokaa 6opo3aa («obe3bsHbA 6o0po3aa»). Mbuubl
MMNOTOHUYHbIE, KMBOT YBE/IMYEH YacCTO WMEIOTCH
BPOXXAEHHbIE MOPOKM cepaua.

[pyoHaa Knetka JgedpopmumpoBaHa. YMCTBEHHOE pasBUTUE

CuHapom [ayHa CONpoOBOXAaeTcA

H6ONbHbIX OTCTAET, BO3MOXHO pa3BuUtTne TAXEN0N NaOnNoTUHN.

PACCTPONCTBaMMU

SHAOKPUHHDbIX XeJle3 N HapyweHnem obmeHa BeLWweCTB.




CuHpgpom Maray. 31071 cuHApPom bbin onucaH K. MNaTay ¢

coaBT. (1960) Kak CMHAPOM  MHOMKECTBEHHbIX
BPOXXAEHHbIX

NOPOKOB Pa3BUTMA, CONPOBOXKAAOLMNCA TPUCOMMEN NO

13- xpomocome (puc. 21). MNMpu poxKAEHUU 3TN OEeTU

MMEIOT MANyo MACCy Tena, XOTA POXAAKTCA B CPOK, Y
bepemMeHHbIX UMW KEHLMH OTMedyaeTca MHOorosogme.
XapakTepeH BHeWHUM Bua 60/1bHOrO: OKPYXKHOCTb

yepena yMmeHblleHa, HU3KUMN Nnob, y3KMe rnasHble Wenn,

3anaBlWanA nepeHocuua, TUMNWUYHA paclwennHa rybol,

HEDa.

XapaKktepHaa MUKpodTanbmma, NOMYTHEHME porosuubl. W3
aHOMa/IMM KOCTHO - MbILIEeYHOU cucTembl Hambonee NOCTOAHHDI
NONNAAKTUANA N  PNEKCOPHOEe MonoXKeHne Kucten. WUHTennekr
HapyweH, 95 % Takmx 60/bHbIX YMMPAIOT B BO3pacTe A0 roga, STomy
CnocobCTBYIOT  BPOXAEHHbIE NOPOKM  cepAaua (nedekTbl
MeXNpeacepaHON N MEeXKXKenyaoykoBOoM Neperopoaku), OopraHoB

Mpu cuHapome [atay Bcerga nopaxkeHbl reHUTanuu: y
Ma/sibiMKOB OObIYHO OTMeYaeTca KPUNTOPXM3M, a Y
NleBoYeK AyNanKauma MaTKU U BRaraanuia.




CUHAPOM «KOLUWaybero Kpuka». ITOT CUHAPOM
CBSi3aH C Jeneumer KOPOTKOro nsaedva 5-i
Xxpomocombl (onncan B 1963 r.). [nay
HOBOPOXAEHHbIX MOXOX Ha KPUK KOLUKMK, YTO
CBSI3aHO C aHOMaJAMUSIMW Pas3BUTUA FTOPTAHU U
ro/10COBbIX CBA3OK. [leTu NA0Xo pacTyT, OTCTaloT
B MNCUXMYECKOM pPasBUTUU. BHewHun Bupg
60/1bHbIX MMeeT ocobeHHOCTN: MUKpoLuedanus,
INLO Kpyrnoe C rMnepTeiopnu3ImMom,
MUKPOTHaTUA, 3MUKAHT, YILIN HEenpaBu/ibHble U
HU3KO Pacno/IoXeHHble, KOPOTKas Les.

Bpo)KAEHHbIE MOPOKM BHYTPEHHUX OPraHoB
BCTPEYaloTCA CpaBHUTENbHO peaKo, Haunbonee
4YaCTO MOPOYHO  PaA3BUTbIM  OKa3blBaeTcA
cepaue. bBonbWKMHCTBO JeTen yMUpaeT B
paHHeM BO3pacTe, OAHAKO onucaHbl H6ONbHbIE
CTapluX BO3pPaCTOB, B YaCTHOCTU — 53 neTHASA
YKEHLLMHA.




CvHApoMRAaIHGenbTepa (47. XXY). NAD)

YactoTta BcTpeyaemoctun coctasndeT 2 n3z 1 000 HoBOpPOXKAEHHbIX
Manb4ynkoB. Ob6A3aTeNnbHbIN NPM3HAK 3aboneBaHUAa — rnMnNonaasms
roHag. Jna myX4uH ¢ cuHgpomom KnanHdenbrepa xapakrepeH
BbICOKWM POCT, NpOnopunmn tena — eBHyxomnaHble. CKeneT pa3BuT Nno
KEHCKOMY TUNY (LUMPOKUK Tas, Y3KME Nie4n), oTmevaeTcs
rTMHEKOMAaCTUA U OXKUPEHUe, cnabblr POCT BOIOC Ha anue (Mau OH
OTCYTCTBYET); Ha N0OKe OTMeYaeTca POCT BONOC MO *KEHCKOMY TUNY.
[10N10BOM Y/IEH YMEHbLUEH AN HOPMAJIbHbIX PAa3MEPOB, HapyLUeH

cnepmaTtoreHes u B pe3ynbTaTe 3TOro My»KYMHbl 6ecnioaHb.bl.
YMCTBEHHOE pa3BUTME OTCTAET, U A0 HACTYN/eHMNA Nepmoaa

NON1I0BOro Pa3BMUTMA 3TOT NPU3HAK ABNAeTCA Beaywmm. OgHaKo
BCTPEYaoTCA MUA N C HOPMANIbHbIM MHTE/INEKTOM.

[MTommnmo xpomocomHoro Habopa 47, XXY moryT 6bITb inua C
cmHapomom KnamHdenbrepa n ¢ Habopom xpomocom 48, XXXY,
49, XXXXY n ap. 3ameyeHo: yem 6onblie YNCI0 X-XPOMOCOM,
Tem 6onblue YMCTBEHHAA OTCTANOCTb, BNNOTb A0 UTUOTUM.

N3meHeHne KapruoTuna mosKeT bbiTb 1 B Buae 47, XYY, 48, XXYY. Y 3ThX
JIL, MOMMMO KJIMHUYECKUX YepT cuHapoma KnaltHdenstepa B nosegeHuMm
ITTY/ moryruabniopatbca arpeccMBHOCTb, HEMOTUBUPOBAHHbIE MOCTYMKM.
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CuHapom Lllepeluesckoro— : . Turner’s Syndrome
TepHepa (45X0) by p \ : P
OCHOBOW pa3BUTUA 3TOrO N } ’ " 4 ‘
3a60n€eBaHUA CNYKUT HapyLLUEHNE j ‘ y
PACXOXKAEHWNA MONOBbIX XPOMOCOM. * : ) ‘ '
Mpy 3TOM CUHAPOME BO3MOMHbI pPa3nnyHbIe %
BapMaHTbl Mo3aunumsma (45X0/46XY; l
45X0/47XXX n ap.). YacTtoTta poxaeHus !

6onbHbIX cocTasnaeT 1 ns 3000. ’ 4 ' ' 1 1
deHoTUNMUYECKMEe 0COBEHHOCTU: NTO3, SMUKAHT, )‘ !‘ ‘ ‘ ‘ ‘ 4
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HUCTArm; BblICOKoe (rotuyeckoe) Hebo;
MMKPOrHaTMa; aepopmauma yWHOMN PAaKOBUHDI; : 3 " " o o
KOPOTKaA TOJICTaA WenA; HU3KUIA POCT BOJIOC Ha L} | ‘l THEEL.
3aTbl/IKe, KpblJIOBUAHbIE CKNAAKU Lew; 1 » 2

«BAABJIEHHAA» rPyAHAA KNETKa,

LWIMPOKO  pPacCTaBNeHHble, «BTAHYTble» COCKM; CKO/AIMO3; OTEYHOCTb
Kuctei/cton (nmmdocTas); NUrMEHTHblE HEBYCbl, TMNEepPTPUX03; BUTUAMUIO;
cubitus valgus; pedopmauma MapenyHra;, BanbrycHaa agedopmauuna HOr;
annoneuna; ANCNNa3msa HOITEBbIX NNACTUHOK L




MHOXeCTBEHHbIE MOPOKM PaA3BUTUA: MNOPOKMU
COCya0B cepaua (cTeHo3 ycTba aopTbl, AUNATALMS
aopThl, aHeBpU3Ma), NOPOKMU noyek
(«<noaKoBoobpa3Has» MnoOYKa, ansasua MOYKW,
aHOMa/MM cocyaoB MNo4vek). Husku  pocr.
3agepXKKa NOJIOBOro pa3ButuA (aucreHesus
roHan, rMnNeproHaAoTPONHbIA TMNOrOHaAN3M).

B pesynbraTe XPOMOCOMHbIX aHOMa/NNM y AeBOYEK
HapylaeTca npouecc Co3peBaHUA  ANYHMUKOB,
OTMeYaeTcss 3aJeprKKa WAW  MNOJIHOE OTCYTCTBUE
NO/IOBOr0 CO3PEeBaHMA U, KaK CneacTBue, pasBuUTUe
becnnogmnsa.  DHAOKPMHONIOTMYECKME HAPYLUEHUA:
ayTOMMMYHHbIM TUPEOUAUT, TMNOTUPEOD3, HAPYLLUEHUE
TONEPAHTHOCTU K yrneBogam, rmneproHaaoTPOMNHbIN
rMNOroHaamsm.
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Cnacun6o 3a BHMMaHue!




