METOAUYECKAS PABPABOTKA K 3AHATHIO Ne 12-13.
PA3JIEJI KYPCA: OHroreneTnueckuii (opraHu3MEHHbIN) YPOBEHb OpraHU3aluu )KUBOTO.

TEMA 3AHSATHUSA: 3akoHOMEpHOCTHM HaclenoBaHusa. MeaunuHckas reHeTuka. [lonarue o
HACJICJICTBEHHBIX OOJIE3HAX, MX MPUYMHA, KIacCUPUKanusi. MeauKo-TeHETHIEeCKOe KOHCYIbTUPOBAHNE
Y MIPOTHO3UPOBAHUE HACIIEICTBEHHBIX OOJIE3HEH.

AKmya]ZbHOCWZb membul

3HaHUug 0 HaCJICACTBCHHBIX 00JIE3HIX M MEXaHU3MaxX HX BO3HHUKHOBCHUA, O ICPCICKTUBAX TeHHOM
HHXCHCPUKW B JICUCHHUHU TI'CHHBIX 60H€3Heﬁ, 0 pom MEIHUKO-TCHETUYCCKOIO KOHCYJIbTUPOBAHUA H
IIPOTrHO3UPOBAHUA B HpO(l)I/IJ'IaKTI/IKe HaCJICACTBCHHBIX OoJie3Hel Ba)KHBI U1 Bpada JII000H CIICHUaJIbHOCTH.

Lenv 3anamus

HSy‘H/ITB INOHATHUEC «HACJIICICTBCHHBIC OoJIE3HU» M HUX KJ'IaCCI/I(i)I/IKaI_II/II-O; YACHUTb BO3MOXKHOCTH TeHHOM
HHXXCHCPUMW B JICUCHUHW TI'CHHbLIX HACICACTBCHHBIX 60JI€3H€I>1; INOHATHL POJIb MCIAUKO- TCHCTHYCCKOI'O
KOHCYJIbTUPOBAHUS U ITPOTHO3UPOBAHUS B HpO(i)I/IJ'IaKTI/IKe HaCJICACTBCHHBIX Oose3HEN.

ITocne HU3YUCHUS TEMbI CTYACHT NOJIKCH yMmenib.
peliaTb CUTYAlIMOHHLIC 3a1a4U 110 MGHHHHHCKOﬁ I'CHCTHUKC.

ITocne HN3YUCHUS TEMbI CTYACHT NOJIKCH 3HAMmb.
l.o HaCJICACTBCHHBIX 0O0JIE3HAX U poJr Cpe€abl B UX BOBHUKHOBCHUU U IIPOABJICHHN,

2.0 BPOXKJICHHBIX M MPUOOPETCHHBIX HACIICICTBEHHBIX O0JIC3HSX;
3.knaccuduKaIio HACISACTBEHHBIX 3a00/I€BaHUIT;
MEXaHH3M Pa3BUTHI T€HHBIX HACIIEJICTBEHHBIX 0OJIC3HEH, MX YaCTOTY M MPUMEPHI Y YEIIOBEKA;

4.MeXaHU3M Pa3BUTHS XPOMOCOMHBIX 00JI€3HEH, CBA3AHHBIX C TIEpECTpOorKamMu (adeppalusiMu) XpOMOCOM,
MPUMEPHI Y YETIOBEKA;

MECXaHHN3M paSBI/ITI/ISI XpOMOCOMHI)IX 60J'IC3H€I7I, CBA3aHHBIX C U3MCHCHHUECM UYHCJIa XpOMOCOM, HpI/IMepBI y
YEJIOBEKA;

5.0 FeHHOI>'I I/IH)KCHepI/II/I, cC pesynLTaTax n HepCHCKTI/IBaX B JICHCHHUU I'€CHHBIX HACJICACTBCHHBIX 60He3H€I>i
YEJIOBEKA;

6.38.,[[21‘{1/1 MCIUKO-TCHETUUCCKOI'O KOHCYJIbTUPOBAHUA T10 HpO(I)I/IJ'IaKTI/IKe HaCJICACTBCHHBIX OoJle3Hel U
MCIUKO-TCHCTUYCCKOC IMTPOTHO3UPOBAHUC IO OMMPCACIICHUIO PUCKA POXKACHUA 00JIbHOTO pe6eHKa B CEMbBCE.

Hemoru membwi

I/I3y‘lCHHe MaTrepurajia NpoBOAUTCA Ha OCHOBC 3HaHPII>i, MOJIYYCHHBIX U3 JICKIIMU U Ha NPCABIAYIINX 3aHATUAX
o OMOJIOTHH KJICTKH, Pa3SMHOXKCHHUIO, TCHETHUKE.

Buixoo memui

[Tonmy4yeHHBIC 3HAHUS HEOOXOMMBI MPU M3YUYCHUU KYPCOB OMOXHUMUH, (PU3HOJIOTHH, CYy/IcOHON MEIUIIUHBI,
MPONEIECBTUKH BHYTPEHHUX OOJIC3HEH, IETCKMX OO0JIe3HEH, OHKOJIOTMH, SHIOKPUHOJIOTHH W JPYTHX
KIMHAYCCKUX JTACIUTLINH.,

Pexomenoayuu k nosedenuio cmyoeHmos npu popmuposaruu ymeHutl

- HE Oma3iplBaTh Ha 3aHiATHs, coOmoAath (opMmy (Xamar, IIanoyka), BBIMNONHITH TPeOOBAHUS
MpernoaBaTeiei.

METOJAYECKHUE YKA3AHMA JJII CAMOCTOSATEJBbHOM PABOTHI CTYJIEHTOB BO
BHEYYEBHOE BPEMSI



[Ipu u3yyeHUn NaHHON TEMBI CIEAYET ySACHUTh, Kakue 3a00JIeBaHUs OTHOCATCA K HACIEICTBEHHBIM, a
KAaKHe K HEHACJIEICTBEHHBIM, KAKOBBI OCHOBHBIC IIPUYMHBI, IPUBOJAIIAE K HUM M KaKOBA POJIb CPebl B UX
nposiBieHuu. Creayer 3HaTh, YTO K BPOXKICHHBIM OTHOCATCS 3a00ji€BaHMA - TE€HOKOIHUM, KOTOpbIE
BO3HHUKAIOT B pe3yJabTaTe MyTalWid W KOMOMHanuil reHoB. Packpoiire nx mexaHusMm. K HEBpOXICHHBIM
OTHOCATCS 3a00J1eBaHus - PEHOKONNHU, KOTOPhIE KOMUPYIOT BPOXKICHHBIC, HO HE 3aTPAaruBalOT T€HETHUCCKUI
MaTepua.

Pazbeputecy B KiaccMpUKanMK HACIEACTBEHHBIX OOJE3HEH M BPOXKAECHHBIX IOPOKOB Ppa3BHUTHS.
[lepBble KiaCCH(PUUUPYIOTCS, B OCHOBHOM, HCXOHs M3 WX TI'CHETHYECKOH CYIIHOCTH, M HAXOAATCS B
COOTBETCTBHM C KJIacCH(PHKaIMeld MyTalui, TaKk KaKk OCHOBHBIC NPUYMHBI HACJICACTBEHHBIX OOJE3HEU
MYTaIlH; BTOPBIEC IO IPUYHMHE: HACIIEICTBEHHBIE, YK30T€HHbIE, MyJIbTH(PAKTOPHATIbHBIC.

Bckpoiite MexaHn3M BOSHUKHOBEHHSI HACIEICTBEHHBIX 3a00J€BaHNN, aHOMAINN Pa3BUTHUS U TIOPOKOB
y 4€eJI0BEKa.

VsacHUTE BO3MOXKHOCTH T€HHOM HWHXXCHCPUHN B JICUCHUHN I'CHHBIX HACJIICACTBCHHBIX 60JIC3HCI>1, 1 KaKOBBbI
€€ NOCTHUKCHUAI.

Pazbeputech ¢ OCHOBHBIMH METOAaMH MPOQIIAKTHKN HACICACTBCHHBIX OOJIE3HEH, W KaKoBa B HEl
pOJIb  MEIMKO-TEHETUYECKOTO0 KOHCYJIbTUPOBAaHUS W TMPOTHO3UPOBAHHUA. 3HAWUTE OCHOBHBIE METOJIbI
JTMArHOCTHKY HACIIEJCTBCHHBIX 0OJIE3HEH U ITOPOKOB Pa3BUTHSL.

KOHTPOJIBHBIE BOITPOCBHI 110 TEME 3AHATHUA

1. TlonsiTue 0 HaCIEICTBEHHBIX OOJIE3HSIX, POJIb CPEIBI B MX BOZHUKHOBEHUH.

2. BpoxaeHHble 1 IpuoOpeTeHHbIe (HEBPOXKICHHbIE) HACIeICTBEHHbIE OOJIE3HU.

3. Knaccudukarus HacieICTBEHHBIX 3a00JICBAaHUIA U TIOPOKOB Pa3BUTHSL.

4. I'eHHBIE HACIEICTBEHHbIE OOJIE3HHU, MEXaHU3M MX Pa3BUTHS, IPUMEPHI Y UEIOBEKA.

5. XpoMocomMHBIE HaCleJCTBEHHBIE OOJE3HH, CBS3aHHBIE C WM3MEHEHHEM CTPYKTYPhl XPOMOCOM,
MEXaHU3MBbI UX PA3BUTHS, IPUMEPHI Y YeTIOBEKa.

6. XpoMocomHBIe OO0JIe3HU, CBS3aHHBIE C M3MEHEHHEM YHCIIa XPOMOCOM Yy YelIOBEKa, MEXaHU3MBI UX
pa3BUTHSL, IPUMEPHI Y YEJIOBEKA.

7. T'eHHas MH)KEHEPWs, IEPCTIEKTUBHI €€ B JICUEHUH TeHHBIX HACIIEJICTBEHHBIX OOJIE3HEM.

8. IIpodunakTrka HacIeICTBEHHBIX O0JIe3HEH.

9. Mennko-reHeTHYECKOe KOHCYIbTHPOBAHIE KaK OCHOBA MPO(MIIAKTUKN HACIECTBEHHBIX O0JIe3HEH.

10. Menuko-reHeTUYEeCKOe IMPOTHO3UPOBAHUEC - OIMPCACIICHUEC PUCKA POKICHHUA OOJIEHOTO pe6eHKa B CCMbBC.

COIEPKAHUE 3AHATUA

KoHTposib ncX0AHOTO YpOBHS 3HAHUM.

[TpoBenenune ananmmsa GoTOKAPHUOTPaMM C XPOMOCOMHBIMU 3a00I€BaHUSIMH.
Omnpenenenre TUMOB HACIEIOBAaHUS T€HHBIX M XPOMOCOMHBIX 3a00JIeBaHUN.
Pemrenue 3agau.

3HAKOMCTBO C 00pa3amMu JOKyMEHTAIMU MEIUKO-TeHETUYECKON KOHCYIbTAIIUH.
KoHTposb Tekymero ypoBHs 3HaHHM.
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BBIIIOJIHEHUE PABOT CTYJAEHTAMMU

1. Onpenenenue ¢ MOMOMBIO Ta0JUI] BAPHAHTOB MNepeJayd ayTOCOMHO-IOMHMHAHTHBIX, AyTOCOMHO-
pelecCUBHBIX M CHENJIEHHBIX ¢ MOJIOM I'e€HOB.

Ta6anna 1. BapuaHThI Iepegayu ayTOCOMHO-TOMHUHAHTHOIO I'eHA



Tun O6paka | ['eHotunsl motromctBa | DEHOTUITBI TOTOMCTBA

I. Aaxaa |50% Aa; 50% aa 50% OGomwpHBI, 50%
3JI0POBBI
II. AA x aa | 100% Aa Bce (100%) 60mbHBI

III. Aa x|25% AA; 50% Aa; 25%|75% OombHBl, 25%

Aa aa 310pPOBBI

IV. AA x|50% AA; 50% Aa Bcee (100%) 601bHBI
Aa

V. AA x|100% AA Bce (100%) 60mbHBI
AA

Tadauua 2. BapuanThl nepegayu ayroCOMHO-PeLieCCHBHOIO reHa

Tun T'enoTunel deHoTHuIbl MOTOMCTBA
Opaka OTOMCTBA

I. Aa x Aa |25% AA; 50% Aa;|25% 3nopoBsl; 50% 310pOBHI,
25% aa HO SIBIISTIOTCS
TeTEPO3UTOTHBIMHU
HocutelsamMu; 25% O0IbHBI

I1. Aa x aa | 50% Aa; 50% aa |50% 340pOBBI, HO SIBISIOTCA
reTePO3UTrOTHBIMU
HocutensamMu; 50% OOJbHBI

. AA x|100% Aa Bce (100%) 3m0poBBI, HO
aa ABIIAIOTCS  TE€TEPO3UTOTHBIMU
HOCHUTEJISIMU

IV. AA x|50% AA;50% Aa |50% 3nopoBsl, 50% 300pOBHI,

Aa HO SIBJIISTFOTCSI
TeTePO3UTOTHBIMH
HOCUTEISAMU

V.aaxaa | 100% aa Bcee (100%) 601bHBI

2. PenreHne cUTyallMOHHBIX 3a/1a4.

3. 3HAaKOMCTBO ¢ 00pa3maMy JOKYMEHTAMU MeTUKO-TeHETHYECKUX KOHCYIbTAIMIA.

OCHAIIEHUE 3AHATUSA:

1. Meroaunueckas pa3paboTka MO MeIWUMHCKON reHeTnke. CTEHABI € OMHCAHUEM HACJIEICTBEHHBIX
3a00JIeBaHU.

2. Tabnuier: KnuHuko-reHeanorndeckuii Meto (AyToCOMHO-IOMUHAHTHBIN, ayTOCOMHO-PEIIECCUBHBIHN, X-
CLICTIJICHHBIM TOMMHAHTHBIN, X-CIICTIJICHHBIH peIllecCCUBHBIA TUIIBI HacienoBaHus); Jepmatornuduka (1,
2); AmuaunoneHTes; buoxuMuueckne MeTo bl HcciieqoBaHust;, IMMyHOTeHETHKA.
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MeTtoaudeckast pa3paboTKa JJIsi CAMOCTOSTEIIBHON paOOTHI CTYACHTOB K 3aHATHIO Ne 12-13
«3aKOHOMEpPHOCTH Hacyie0BaHus. MenumuHckasi renetuka. [lonstue o HaclieICTBEHHBIX
00JIe3HsIX, UX MPUYMHA, KIaccupuKaius. MeauKo-TeHETHIeCKOe KOHCYJIbTUPOBAHUE U
MIPOTHO3MPOBAHKUE HACIICJICTBECHHBIX OOJIEC3HEH.

1. JlaiiTe onpeieieHUE MOHATHIO HACIeOCMBeHHble O0e3HU. OObICHUTE POJIb CPEIBI B UX BOSHUKHOBEHUH.
2.CpaBHuTE MOHSATHS: «BPOXOEHHbIE» N «MPUOBpPETEHHbIE» HACNeACTBEHHble 6onesHu. 3.

3anonaute Tabmuiy: «Knaccmdukauns HacneacTBEHHbIX 3a6oneBaHNny



Ha3BaHWE TPYIITHI 3a00JIeBaHUil STHOJIOTHSI

QB WIN -

4. 3anosnuute Tabnuiy: «€HHble HacneacTBEHHbIe BONe3Hn»

1) renHble 60J1€3HN OOMEHA BEIECTB:

a) TP HapYIICHNA aMUHOKHCIOTHOTO 0OMeHa
0) Tpu HapyIIEHUH YTIIEBOJHOTO OOMeHa
B) MPH HAPYILIECHUHU JIMITHTHOTO 0OMeHa
I') IpY HapyIIEHUH MUHEPaIbHOTO 0OMeHa
1) IpY HapyLICHUH 0OMEHa a30TUCTBIX OCHOBAHHIN
2) reHHble 00JIC3HH, MPOSIBISIONIKECS MOP(OIOTHIECKUMHU TE(PEKTAMHE;

3) reHHbie OOJIC3HH, TPOSIBISFONIHECS (DU3UOIOTHYECKUMH HAPYIICHUSIMA

HasBanue
3a00JIeBaHUs STUOJIOTHSL Tun HacnenoBaHus [uarnocruka IIporuos

5. 3anonauTe TabMIy: « XPOMOCOMHbIE BONEe3HN, 06YCNOBEHHbIE U3BMEHEHNEM CTPYKTYPbI
XPOMOCOMbI»

Haspanue
3a00J1€BaHUsA ITHOJIOTUS Tun saciaenoBaHus Jlnarnoctuka IIporno3

6. 3anonHute Tabnuyy: « XpOMOCOMHbIE 6orie3Hn, 06yCnoBneHHbIE N3MEHEHMEM YMCIa XPOMOCOM»

HassaHue 3TNONIorn4 KnunHuyeckas AONnarHoCTunka NPOrHo3
3abonepaHus CMMMNTOMaTUKa

7. O6bsCHNTE NOHATME «TEHHAd UHXEHEPUS» N ee 3Ha4YEHME B NIEYEHUN FEHHbIX
HacneacTBEHHbIX bones3Hen.

8. NpodunakTrka HacneacTBEHHbIX Oone3Hen:

eMeaunko-reHeTn4YecKoe KOHCYINbTUPOBAHUE - ............ccvveienene,
eMeauko-reHeTnyeCKoe NMPOrHO3NPOBAHUE - .........cccvviiiiinnnn, .



