Beounap «IIpumenenue IPDY Ha ypokax OMOJTOTHN»
Mumienuna JL.I'., yunreab OM010ruH.

[Ipobiiema oOy4yeHHs UTEHHI0O Ha YypoKax OWOJOTMM CTaHOBUTCS Bce Oosee
aKTyaJlbHOM B CBETe MojiepHU3aluu odiero odbpazoanus. B ®I'OC nomuepkuBaercs
B2XHOCTh OOYYECHHSI CMBICIIOBOMY UYTEHHIO B INKOJE€ M OTMEYAeTCs, YTO YTCHHE B
COBPEMEHHOM  HMH(POPMAIIMOHHOM  OOIIECTBE HOCUT «METANpEIAMETHBINY, WU
CHAATPEIMETHBIN»  XapakKTep, a YMCHHsS YTCHHS OTHOCITCS K YHHBEPCAIbHBIM
y4eOHBIM JCHCTBUSAM. B Bek WH(POPMAIMOHHBIX TEXHOJOTHUH, MHUKPOOHOJOTHH U
TeHHOW WHKEHEpUH OOYYEHHE CMBICIIOBOMY YTEHHIO — 3TO IMPOIIECC, HATIPABJICHHBIN HE
TOJIbKO Ha (POPMUPOBAHUE AJIEKBATHON WHTEPHPETAIMH TEKCTa, HO M Ha TOCTIKEHUE
JMYHOCTHBIX CMBICJIOB.

CoBpeMEHHOMY YyYUTENTI0 OWOJIOTMM TIPOCTO Heobxoaumo (opmMupoBaTh y
IIKOJIbHUKOB YUTATEIbCKYI0 TPAMOTHOCTH, T.€. «CIIOCOOHOCTh YeIOBEKa MOHUMAaTh U
UCIIOJIb30BaTh MUCHbMEHHBIE TEKCThI, Pa3MBIILIATh O HUX M 3aHUMATHCS YTCHHUEM JIJIS
TOTO, YTOOBI JOCTHTaTh CBOMX IIEJICH, pacCIIUPATh CBOM 3HAHHMS M BO3MOXXHOCTH,
y4acTBOBaTh B colaiibHoM xu3Hm» (I'.C.KoBanena).

YBakaeMble kojulerd, Bam mnpemsaraercsi BapuaHT — TPOBEJACHUS]  ypoka
«HacnenctBennble 3a0oeBaHus yeaoBeka» ¢ ucnosibzoBannemM YMK B.M.Conuna -
bunorus. bazoBslil ypoBEHb.

HazBannbiit YMK obnagaet cieayronimMu J0CTOMHCTBAMU:

e (CrocoOCTBYeT IOCTHXKEHHUIO Pe3yJbTaTOB OOYyYEHHsS, COOTBETCTBYIOIIMX
COBPEMEHHBIM COITMAIIbHBIM TPEOOBAHUSAM BCEMH WM OOJIBITMHCTBOM
00yJaroIMXCS;

e Pacmupsier pakTUKO-OpUEHTUPOBAHHBIC 3HAHUS;

e (CnocoOCTByeT pa3BUTHIO OOIIEYYEOHBIX YMEHUH ydalluxcsi IMpH
OJIHOBPEMEHHOM COKpallleHHH O00beMa 00s3aTeIbHOT0 Il H3Y4YeHUS
MaTtepuana;

e (COOTBETCTBYET YPOBHIO TOJIOTOBKM INKOJbHUKOB U TMOTPEOHOCTAM
poeCcCUOHATILHOM IIKOJIBI;

e JlaeT BO3MOXHOCTb COCTaBUTh padOUyl0 MPOrpaMMy, YUHUTHIBAIOIIYIO
O0COOCHHOCTH NPO(PHIN3ALNUY IIIKOJIBL;

e JlaeT BO3MOXHOCTH TMPUMEHATH  OOpa3oBaTElbHBIE  TEXHOJIOTHUH,
oOecrieunBaroIIe BHICOKUIM YPOBEHb 3HaHUM U (hopmupoBanue Y'Y [1;

o [lo3Boysier  panMoOHAIBHOE  MCHOJB30BaHUE  y4eOHOTO  BPEMEHH
IIKOJIbHUKOB.

Ieab ypoka: co3marh yCIOBUS JUISI OOPETCHUS JIMYHOCTHOTO CMBICIA YYCHHKA, €T
po(heCCHOHAILHOTO CaMOOIIPEACICHUS Yepe3 M3y4YeHHUE MPHUKJIAJHBIX OCHOB OOIICH
Oounonoruu yepe3 paboTy ¢ TEKCTOM.

IInanupyemblie pe3ybTaThl:
1. O3HAaKOMUTH C OCHOBHBIMU METOJIaMH M COBPEMEHHBIMU MPOOJIEMaMU T€HETHUKO-
KJIIMHUYECKOT'0 KOHCYJIbTUPOBAHUSI.

2. Ilomoub YUCHHUKaM OBJIaACTL OJJIICMCHTAPHBIMM METOAAMH TI'€HCTHUYCCKOI'O
aHalin3da U OIpCACIIAATb, KOraa B pOI[OCHOBHOﬁ moao3peBacTCiaA HACICACTBCHHAA



aHoManusi  wid  3a00leBaHHsA,  KOTOpblE  MOXHO  IPEABApUTEIHHO
IpPOaHAIU3UPOBATh, NPEXKIE 4YeM OOpaTUThCA K CHEIUalMcTaM B 00Jactu
MEJIUKO-TEHETUYECKOIO0 KOHCYJIbTUPOBAHUS.

3. 3aKpCHI/ITI) YMCHHUA PCIIaTb 'CHETUYCCKUC 3aaa4r, CaMOCTOATCIIbHO COCTABJIATD
TCHCTUYCCKUC KapTbl WM CBOK POJOCIIOBHYIO, a TaKXKXC OBJIAACTb MCTOJaMH
aHaliM3a HaCJICAOBAaHUS IIPU3HAKOB U CBOMCTB OpPraHu3MoOB.

4. CopueHTHpOBATh ydyauuxcs B BbIOOpe npodeccur, NOMOYb MPHU MOATOTOBKE K
MOCTYIJICHUIO B MEIUIIMHCKUE yueOHbIE 3aBE/ICHUS.

5. MotuBupoBaTh YYEHUKOB 0oJjice OEpekHO M MPABUIBHO OTHOCUTHCS K CBOEMY
3JIOPOBBIO.

6. Ha ocHOBe MAesATENBHOCTHOTO TOAXOJAa pa3BUBATh y YYaAIIUXCS  YMCHHUS
CaMOCTOSITENIbHO CTABUTh 1IE€U U M30UPATh MYTH UX JOCTHKEHUSI.

[TnanupyemMbie pe3yabTaThl JOCTUTAIOTCS HA YPOKE B TPH dTara:
1 sman. Ilouck nadopManuu ¥ TOHUMAHUE TPOUYUTAHHOTO.

2 sman. IIpeoOGpazoBanue U MHTEPIIpETALUs HH(POpMAIUH.

3 sman. OueHka uHpopmMaIuu.

«CTparerusi CMBICIIOBOTO YTEHHS» Ha JAaHHOM YpOKe OyJeT COCTOSITh U3 KOMOMHAIUH
IPUEMOB, KOTOpbIE MOMOTIYT y4YallldMCS BOCIHPUHUMATh OOIIyl0 WHMOpMAIUI0 Ha
NEpPBOM 3Tale; OCMBICIUTh €€ B NpeoOpa3oBaHHOM BHUAE B (opme Tabmun u
JabopatopHOil pabOTHI HAa BTOPOM 3Tarie; U Ha TpEeTheM JTame  mnepepadborarh B
JUYHOCTHO-CMBICIIOBYIO ~ YCTAaHOBKY B  XOJE€  pEUICHUS KOMMYHUKATHUBHO-
MO3HABATEJIbHOM 3a/Jauu, MpEeACTaBISAONIEH co0ol cuTyaunoHHylo urpy «KaOuner
I€HETUKO-KOHCYJIbTATUBHON MTPAKTUKK.

Ha nmepBoM 3Tame yueHukam mnpejjaraercs uHbopManus u3 ydeOHUKa O BUAAX U
NpUYMHAX HACJIEACTBEHHBIX 3a00JIeBaHMU YelOoBeKa. DTOT MaTrepual B IPUKIAJIHOM
BUje (Kak HayyHast MH(OpMAaIUs O METOE UCCIIEJOBAHUS T€HOTHUIIA YEJIOBEKA) YUUTENb
BBIJIACT KAKAOMY YUCHHKY.

Huppopmayuonnwiii nucm
[uToreHeTHYECKMI METO/

[{uToreHeTHYECKMiI METOJ OCHOBAaH HAa MHUKPOCKONMYECKOM  CJIEIOBAHHUU
XpOMOCOM — KapuoTumna (MHIMBHUIYaJbHOTO Habopa XpoOMOCOM) U TOJOBOTO
XpOMaTHHa.

[{uTOreHETUYECKHUI METOJ ITPUMEHSETCS JJIS:

CBOEBPEMEHHOTO OIPENEICHNs] MOJIa B PELIICHHWH BONPOCOB O HACIEICTBEHHBIX
CUEIUICHHBIX C TI0JIOM 3a00JIEBAHUSIX.

DKCHIpecc-IMarHoCTUKa XPOMOCOMHBIX — 0OJIe3HEH, CBSI3aHHBIX C  HapylIeHUEM
KOMILIEKCa TMOJOBBIX XpoMmocoM 310 c.KnaliHdenbrepa 47,XXVY; 48, XXXV, TepHepa
45, XO; Moppuca 46,XY — xeHckull GpeHoTur, Tpurio — X-cynepxkeHumna 47, XXX;
B03MOXXHOCTh BBIIBUTH MO3AMIIM3M [0 MOJOBBIM XPOMOCOMaM B Pa3HOOOpPA3HBIX
dopmax kapuotunos : X0, XXV, XXX, XXVVY

Omnpenenenue moia B CyAeOHONM METUIIMHE.



B ounkomorum nis ompeaeneHHs OMyXOJdM IO TOJOBOMY XPOMAaTWHY M BbIOOpa
IPaBUILHOTO TOPMOHAJILHOT'O JIEUEHHS.

N3yyeHust XxpOMOCOMHBIX U TEHOMHBIX MyTaIUi.

OrnpeneneHus mnoja npu HapyIeHUH MoJIoBoM qudepeHInpoBKU HEeHOTHIIA.

B 1960 roay cnernuanbHOM KOMUCCHEH ObLTa YTBEPIKJI€HA 0011as cucTeMa 0003HaYeHUS
xpomocoM yesoBeka (densep, CIIIA). Bce xpomocoMbl HyMepyrOTCsl cepuitHO OT 1 110
22 B COOTBETCTBUU C WX JJIMHOM, a TaKKe APYTMMH OCOOCHHOCTSIMU MX CTPOEHUS,
JTOMyCKaIMMU uaeHTUdUKauo (pacrno3HaBanue). [100Bbie XpOMOCOMBI HE UMEIOT
HOMEPOB U 0003Ha4arOTCsI X U Y.

I'pynna A (1-3) — 6 xpomocom. KpynHble MeTalleHTpUYECKHE XPOMOCOMBbI 1 u 3,
cyOMeTanieHTpudeckas — 2as. OTH XpOMOCOMBI XOPOIIO OTIMYAIOTCS OJIHA OT APYroi
pa3MepaMy U IOJOKEHHEM LIeHTpoMmepsl. IlepBasg Xxpomocoma CONEPKUT BTOPUYHYIO
NEPETIKKY B CyOIIEHTPOMEPHOM palioHE OJIHOTO U3 Tuiey (0oJiee IITMHHOM).

I'pynna B (4-5) — 4 xpomocomsl. JIBe napbl JITUHHBIX OOJIBIIMX CyOMETAIllCHTPHYCCKUX
XPOMOCOM, HEPA3IMYUMBIX TI0 pazMepy U MOP(OTOTHUECKUM MPU3HAKAM.

I'pynna C (6-12) -14 xpomocom CpemHHUX pa3MEpOB — CyOMeTalleHTpHYeCKhe. X-
XpPOMOCOMA CXOJHA C CAMBIMM JUIMHHBIMM XPOMOCOMAaMH 3TOW Ipymmsl ¢ 6-i u 7-i, OT
KOTOpOH €€ TPYAHO OTJIMYUTH. YeThlpe Mapbl XpOMOCOM M3 3TOW Trpymmbl Oojee
METAlECHTPUYHBI, TPEJI0KEHO UX HymepoBath 6,7,8,11. X — xpomocoMa OTHOCUTCA K
sToil rpynmne. Tpu XxpomMocombl 0oJjiee CyOMETaleHTPUYHbI U UX CIEAYEeT HyMepOBaTh
9,10,12. Xpomocombl 6-0M mapel UMEKOT BTOPUYHYIO MEPETSKKY B JJIMHHOM ILUICUE
BOJIM3H [ICHTPOMEDHI.

I'pynna /[ (13-15) — 6 xpomocom cpeaHHX pa3MEpPOB aKPOIICHTPUKOB HE Pa3IMYMMBbIX
MEXTy COOOM.

Ipynna E (16-18) — 6 xpomocom. JIOBOJIBHO KOPOTKHE CYOMETalleHTPUYCCKUE
XpoMocombl. Xpomocombl 16-170if map coaepkar B JJIMHHOM IUIede BOJIM3H
[EHTPOMEPHI BTOPUYHYIO MEPETSHKKY, a 18-mapaxpoMmocoM 0Oosiee akpOLEHTPUYHA, T.€.
OTJIMYAETCSl MEHbIIEH JJIMHON KOPOTKUX TIIeY

I'pynna F (19-20) — 4 xpomocomsi, NBe TIapbl KOPOTKUX METAIICHTPUKOB. Mex Ty coO0M
HE Pa3IHYMMBbI.

I'pynna G (21-22) — 4 xpomocomsi, B TAPbI MEITKUX aKPOIEHTPUKOB. DTH XPOMOMOCHI
npakThyecku HepaznuuuMbl. K 3Toil rpynme oTHocuTcs Y-xpoMocoma (MENKUi
akpoueHTpuK). Otnuyaercs ot 21 T 22 nnuHHON mieda. B cepenune MIMHHOTO IUieya
UMEETCS BTOPUYHAS MEPETSKKA.

I'pynma Howmep napel | Yucno | OcoOEHHOCTH XPOMOCOM

XpPOMOCOM | XpOMOCOM

A 1,2,3 6 1 m 3 — KpynHbIE METallCHTPUKH, 2 — camble KPYITHBIC
CyOMETOIICHTPHKH.

B 4,5 4 4,5 — xpynHbIC CYOMETAIICHTPHUKHY.

C 6-12 14 Cpennue cyOMeTaleHTPUKH

D 13-15 6 Cpennue akpOIeHTPUKH

E 16-18 6 16,17.- Menkue cyOMeTaleHTpUKH, 18 — akpoLleHTpUKH

F 19-20 4 CaMble MEJIKHE METAllEHTPUKH

G 21-22 4 Camble METTKHE aKPOLICHTPUKH

2 sman . IlpeobpazoBanue U MHTEpIpUALIA HHPOPMAITUH.

Jlabopamopnas paboma:
Kapuorpamma yesnoBeka (Mauorpamma).




Losacnenus: 6cem yuenuxkam pazoarom Konuu ¢omozpaghuii kapuomuna, yeemHule KapaHoauil,
Keswuil Kapanoau, HoxcHuybl. Kasxcowltl yuenuk oghopmsiem omuem 6 ceoeti mempaou. Paboma
KPONOMAUBAs, HO OYeHb UunmepecHas!

Knaccudunupyiite XpoMOCOMBI IO TpyIIIaM:

Hoenmuguxayus xpomocom:
l.CHavyana HaxoguMm Xpomocombl Tpymmel G (21 u 22). Otm 4 XpOMOCOMBI camble MEJKUe
akpoueHTpuKu. OOBOJUM UX KPACHBIM KapaH/IaIIOM.
2.3arem HaxoauM Xpomocomsl TIpymnnsl D (13-15), koTopsle SBISIOTCA CaMbIMM KpPYIHBIMU
akporneHTpukamu (6 xpomocom). OOBOIMM CHHHMM KapaHJIAIIoOM.
3.Jlanee HaxoauMm MajeHbkue MeTaneHTpuku rpynmsl F (19-20) — (4 xpoMocoMbl) 1 00BOAUM HX
3€JICHBIM KapaHJaIlloOM.
[Mepexomum k 6onpmM xpomocomam rpynibl A (1-3) — (6 XpoMocoM), KOTOpbIE UAECHTEDUITHPYIOTCS
OTJIENBHO:
- iepBas mapa xpomocoM (1) —camplie OoNbIINE METAICHTPUKH, KX 0003Ha4ar0T Nel;
- BTOpasi mapa XpoMocoM (2) — cambie OOJIbIIINE CYOMETAIICHTPUKH, UX 0003HavYaroT Ne2;
- TpeThs Mapa XxpoMocoM (3) — cambie OOJIBIITUE METAIEHTPUKH, HO MEHBIIIE TIEPBOI Mapbl XPOMOCOM.
Hx o0o3HauaroT Ne3.
OnHu 00BOASTCS YEPHBIM (TPOCTHIM) KaPAH/IAIIIOM.
5.Xpomocombl rpymmbel B (4,5) mommexxar TpynmoBod HHICGHTU(DHWKAMU — OTO KpPYITHBIE
CyOMeTaleHTpUKH, HO MEHbILIE BTOPOIl Mmapbl XpoMocoM. VX 0TMeYaroT MpOU3BOJIbHO, BO3JIE KaXKION
XpPOMOCOMBI cTaBsT HoMmep (4,4 5.5).
6.Xpomocomsl rpynmbl E (16-18) — (6 xpoMocom)- 3TO MeJIKHe CyOMETaleHTPUKH , Kpome 18 mapl,
ABIISIOLIEHCS aKpoLeHTpUKOM. OOBOJIAT KOPUYHEBBIM KapaHIallIoOM.
7. Xpomocomsl Tpynmbl C (6-12) — (14 xpomMocoMm) cpeiHue CyOMETalleHTPUKH IMOJUIKAT TPYIOBOI
uAeHTU(PUKAIMN U OOBOASTCS YKEITHIM KapaHAIIOM.
B KoHIE BBIIENAIOT OCTABIIMECS XPOMOCOMBI, KaK IOJIOBBIE «X»- (XpPOMOCOMBI CXOJHBI C
xpomocomamu rpynmbl C), «Y» - XpOMOCOMBI CXOJIHBI C XpOMOCOMaMH rpymibl G.
[TosoBbIe XpoMOCOMBI: X — BBIAEISIOT KEITHIM IIBETOM BMECTE C XpoMocoMaMu Ipymsl C.
YV — KpacHBIM KapaHIalIoM — MaJIEHbKHI aKpOLEHTPUK, TTOX0Ka Ha XPOMOCOMBI rpynibl G.
11.ITocumnTaiite uncio xpomocoM Ha Gortorpaduu. B HopManbHOM KapHOTHUIIE YeTIOBEKa HO PaBHO 46.
12. B 3aki1i0ueHNH J1e1aeTcs BBIBOJI O MPUHAAICKHOCTH KapUOTHUIA MY>KUMHE WIH KEHILIUHE.
OnpenenstoT Mo N0 KOJIMYECTBY CaMbIX MEJIKHMX aKpOLEHTPUUYECKUX XpomMocoM M3 rpynnsl G u
XpomocoMm u3 rpymnmsl C:
- ecnu kapuotun — 46,XX-xeHckul, To B rpynmne C Oyzmer 16 xpomocoMm: u3 HHX 14 Xpomocom
rpymibl C IITI0C 1BE MOIOBBIE X-XpoMOCOMBI. A B rpynie G — 4-akporieHTpHKaA.
- ecM MYKCKo#l kapuotun — 46,XVY, to B rpynne C Oyzer 15 xpomocom: 14-ayrocom rpynmsl C u
oJiHa moJioBasi X-xpoMocoMma | B rpynne G — nsiTh akpoLEeHTPHUKOB.
13.BoIpe3atoT Bce XpoMOCOMBI, packiiaasiBatot 1o rpynmnam A, B, C, D, E, F, G, uymepytot napsi ot 1
Mo 22 W HAKJIEMBAIOT HUX MOMapHO Ha JUCT B TeTpaau. CocTaBisisi HAEOTpaMMy, pacloJiararoT
XPOMOCOMBI B TIOpsiIKE YObIBarommiel BeIMYUHBI MO rpynmnaM. [1omoBble XpOMOCOMBI IOMELIAIOT B
KOHIIE HJIeOTPaMMBbI.
1.I'p A (1,2,3)
2Ip.B4,5)
3.I'p.C (6-12)
4.I'p.D (13-15)
5.I'p.E (16-18)
6.I'p. F (19-20)
7.Ip. G (21-22)
[TonoBBIE XpOMOCOMBI pacoiaraioT B KOHIE HIUOTPAMMBI.
ITonossie xpomocomsl X, Y
Kapuotun: 46,XX — xeHIIMHA

46,XVY — Mmy)xuuHa.
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Ha Tperbem 3Tame mpoBOIWUTHCS TpakTHYecKas pabora B Bume urpel «Kabuner
TE€HETUKO-IIUTOJIOTUYECKOTO KOHCYJIbTUPOBAHUSI» peanusyercs CUCTEMHO-
NesATeIbHOCTHBIA Tojxol K oOyuenuto. Kinacc nenuthes Ha rpymnnbsl. Kaxknas rpynmna
NPEACTaBISIET COO0OM OTHEIbHYI0 KOHCYJIBTATHUBHYIO TPYIIy Bpadyeil-reHeTUKOB,
KOTOPBIM MPEACTABISIOTCA «pealbHbIe» CUTyallMu U3 BpaueOHON MPaKTUKHU. YUEHHUKHU
npeo0pa3yloT MOJyYEHHbIE 3HAHUS B JIMYHOCTHBIE CMBICIBI: 3alIOMUHAIOT JTOBOJIBHO
TPYAHBIA MaTepuall, 0CO3HAIOT MPUYUHBI T€HETUUYECKUX 3a00JICBAaHUM, UIYT MYyTH HX
peuieHusl.

Onpeodenenue nacieocmeeHHbIX 3a001€6aHUIl O MOPPOoPu3U0I0ZULECKUM
CUHOpOMAM.
Hosacnenua: xaxcoas uz cumyamuHbulX 3a0ay 6b10aemcsi 0OOHOU U3 2PYNn YYeHUKOS,
KOmopbie Nob3yAch CHPABOYHLIMU MAMEPUALAMU, 3aNOJHAIOM KAPMOUYKY U cOarom
yuumento. Ilocne samou pabomer 6ce cumyayuu oocyxcoaromcs. Yuumenv modcem no
c80eMy YCMOMPEHUIO 8blOpamv onpeoeieHHble Hacieocmeennvle 3abonesanus. Mol
e3snu oonesnv Jlayna, Cunopom lllepwesckoeo — Tepnepa XO, cunopom 30eapoca
(18), Cunopom Knaingenomepa. K 3adanuio npunazaem gomoepaguu 601bHbIX
(MOdICHO 8351Mb 6 YuebHuke «buonocusy noo ped.B.H Apvieuna (1) unu 6 Hnmepneme.

CuryaruBHas 3aga4a Nel:
Anamue3: Y moXWIbIX poauTeneld (keHmmuHa — 43 roja, My>xunHa — 41 10o1) poauiIcs JOHOIEHHBIN
pebenok. Onu oOparunuch B KabuHeT KITMHUKO-METUITMHCKON TeHETUKH C IIEeTBI0 TPOrHO3a
MOCJIETYIONIETO TOTOMCTBA (BTOporo pedenka). [Ipu ocMoTpe pebeHka 0OHapyKeHO: Y MaTb4rKa 4-X
JIET OKPYTJIasi FOJIOBA C YIUIOMICHHBIM 3aTBIIKOM, MJIOCKOE JIMIIO, MOHTOJIOUHBINA pa3pe3 r1a3HbIX
niesnei, KOpOTKUil HOC C IIMPOKUM IJIOCKUM MEPEHOCHEM, MOTYOTKPBITHINA POT C BHITSHYTHIM SI3bIKOM
(Makpornoccus). Pyku kopoTkue v lupokue. 3a1epKka ICUXOMOTOPHOIO Pa3BUTHUS (YMCTBEHHAs
OTCTAJIOCTh B (hopmMe UMOUITMIBLHOCTH). PeGeHok equHcTBeHHBIN B ceMbe. [1o mruHuM MaTepu ee cecTpa
u Opat (6m3Hersl) 310poBEL. CecTpa cocTouT B Oe3aeTHOM Opake. Poaurenu marepu 310poBel. 1o
JUHUM OTIa: Opat 3710pOB U B Opake UMEET IBOMX 3/I0POBBIX AETEH, POAUTEIH 310POBBHI.

I'eneanornyeckas cxema

Wanorpamma u popmyna

Jlnargos

[IporHo3 (puCKU pH POKACHUH BTOPOTO peOeHKa, BEPOSTHOCT 3a00JIEBaHNS)

KOHCV.HBTaHI/IH Bpada-rCHCTHUKA.




KoncynpranTs 1

2
3
4

CurtyaTuBHas 3aqa4a Ne2:

Anamues: bepemennas (cpok 6epemenHoctH 18-19 Henenb) B Bo3pacte 35 neT HanmpaBieHa HA
o0ciez1oBaHus B KAOMHET MEIMKO-TEHETUYECKOT0 KOHCYIbTHPOBAHUS C LIEIbIO POTHO3a COXPAHEHHUS
O6epemeHHOCTU. bepemeHHOCTh BTOpast.

[Tokazarenn Y3U mioaa: BU3yaabHO HaOIIOAAI0TCS MHOKECTBEHHBIE IE()EKTHI - BHICTYAIOIIUI
3aThIJIOK, Y/UIMHEHHAs TOJI0Ba, Majas pOTOBas MOJIOCTh (MUKPOCTOMHUS ), HOJKOBOOOpa3Hast OUKa,
OTCYTCTBHE J1y4€BOU KOCTH.

AMHHOIIEHTE3 IpoBeaeH. ManorpamMmma sKeHIUHBI TPUIIAraeTCsl.

Myx >xeHIIMHBI 3710poB. [1o nmuHuM My>xa ero cectpa u O6pat 310poBbl. CecTpa COCTOHUT B O€31€THOM
Opake. Pogurenu xeHumHbl 310poBbl. [1o TuMHMK MaTepu: cecTpa 30poBa U B Opake UMeeT
3JI0pPOBOTO peOEHKA.

I'e”Heanoruyeckas cxema

Wnunorpamma u dpopmyia

Jlnaruo3s

[IporHo3 (pUCKHU MPHU POKACHUU BTOPOTO peOCHKA, BEPOSITHOCTH 3a00JICBAHMS )

KoHcynpTalusa Bpadya-reHeTHKA:

Koncynpranter 1

2
3
4




CuryarnBHas 3agauya Ne3:

AHaMmHe3: AHaMHUOIIEHTE3 (3a00p OKOJIOTUIOMHBIX BOJ U KPOBH U3 IYNIOYHOU BEHHI II0/IA) Y
OepeMeHHOM KeHITUHBI 35 et (cpok OepeMeHHOCTH 14 Henenb) Mmoka3an XpoOMOCOMHBIE ab0epariuu.
W nnorpamma npumnaraercs.

bepeMennasi oOparuiiack B KaOMHET MEAMKO-TEHETUYECKOTO0 KOHCYJILTUPOBAHUS C IIEJIbI0 TTPOTHO3a
coxpaHeHHs OepeMeHHOCTH. bepeMeHHOCTh TiepBast.

[Tokazarenu Y3U nioaa: mio NpeanoaoKUTENbHO MY>KCKOT0 MoJia. TsKeNbIX MaToJI0THM 101 He
00HapyXeHO.

Mysx KeHIUHBI 3710poB. [1o muHUM MyXa ero poauTenu u OpaT 370poBhl. bpat coctout B 6e31eTHOM
Opake. Pogurenu sxeHIMHBI 3710poBHL. [lo TMHUM MaTepu: cecTpa 370poBa U B Opake uMeeT
3I0POBOTO peOCHKA.

I'eneanornyeckas cxema

Wanorpamma u popmyna

Jlnargos

[IporHo3 (puCKU pU POKACHUH BTOPOTO peOeHKa, BEPOSTHOCTH 3a00JIEBaHNS)

KOHCV.HBTaHI/IH Bpada-rCHCTHUKA.

KoncynbranTsl 1

2
3
_4

CurtyaTtuBHas 3ana4a Ne4d:



Anamue3: B kaOuHeT MeIMKO-T€HETHYECKOTO KOHCYIbTUPOBAHUS OOPAaTHIINCh CYIIPYTH, COCTOSIIIUE B
6e3eTHOM Opake 6 JIeT ¢ IeNbI0 BBISICHEHUS IPUUMHBI Oecruionns. B xone anHaMHe3a BBISICHUIIOCH, UTO
KEHIMHA paboTaeT Ha 00OraTUTEIbBHOM KOMOMHATE KOHTPOJIEPOM-TEXHOJIOTOM B TOPAYEM LIEXY.

VY3U neTopoiHOM CUCTEMBI U )KU3HECTIOCOOHOCTH raMeT CYIpYroB HUKaKUX OTKJIOHEHUH He TIOKa3all.
[TpoBeieHO HUTOXMMHUYECKOE HCCIIEJOBAHNE KOCTHON TKaHH eHIMHBI. Kapuorpamma npumnaraercs.
Bce posicTBeHHUKY JKEHITUHBI M €€ MY)Ka He UMEIOT HACJIeICTBEHHBIX OOJIe3HEH, MPETSITCTBYIONINX
NETOPOXKICHHUIO, UMEIOT JETEN U BHYKOB.

I'eneanornyeckas cxema

Wanorpamma u popmyna

Jlnargos

[IporHo3 (puCKu pu POKACHUH BTOPOTO peOeHKa, BEPOSTHOCTH 3a00JIEBaHNS)

KOHCV.HBTaHI/IH Bpada-rCHCTHUKA.

KoncynbranTsl 1

2
3
4




CripaBo4HbIi MaTepuanl
K IIpaKkTuieckon padote Ne2

OmnpeneneHue HacleCTBEHHBIX 3a00ieBaHui 110 MOPGHOhU3UOIOTHYECKUM
CHUH/IPOMAM.

1.Cxematnyeckoe u300pakeHUe 3amucu Opaka NpU aHOMAIbHOM PAaCXOXKJIEHUH

ITOJIOBBIX XPOMOCOM Y KCHIIWHBI.

/XX\ X X/Xy\y

XX O

I"'ameThl IIPpU HCTIPABUJIBHO PACXOXKICHUHU ITOJIOBBIX XpOMOCOM

X v
XX XXX XXY
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2.3aBUCHUMOCTb YaCTOThI POXKIEHUS JIeTel ¢ cuHApoMoM JlayHa OT Bo3pacta MaTepu.

Bo3spact marepu, Jsier CpaBHuTenbHas yacToTa cuHIpoMa JlayHa

15-19 1,0,
20-24 1,3
25-29 1,3
30-34 3,6
35-39 11,0
40-44 41,3

45 u crapiie 104,0

3.YacroTa oTIEIBHBIX XPOMOCOMHBIX 3a00seBanuii Ha 1000 HOBOPOXKIEHHBIX.

AHomanus Ha 1000 HOBOpOKIEHHBIX
bonesns Jlayna 1,5
Tpucomus 18 (cuaapom DaBapica) 0,12
Cunnpom lepmesckoro — Teprepa, XO 0,4
Cunapom Knaitndensrepa, XXV 2,0
Cunnpom Tpurio , XXX 0,65
Monocomus OY 0,07
Cunapom XVVY 1,5

4.HekoTtopble HacaeICTBEHHbIE 00JIe3HH, 00YCIOBICHHBIE XPOMOCOMHBIMH MYTAIHSIMHU.

Knuanueckuit | XpomocomHas | Yactora I'maBapie  renotunuyeckue | CriocoOb
CHUHIPOM dbopmyna npu XapaKTEPUCTUKU UICHTH(DUKAITIN
POXKICHUSX
bonesns layna | 47,XX+21 1:500-1000 | MOHTOJIOMAHOCTh, OTKPHITHIN | AMHHUOIICHTE3,
WK (0,01-4%) |por ¢ OompmuM s3BIKOM, | BHOXHMHUYECKOE
47,XY +21 YMCTBEHHAsl OTCTaJOCTh, 1/6 | uccienoBanue,




4acTh OOJNBHBIX YMHpaeT B | AepMaToOriIuQuKa,
MEePBBII rona IIOCJIE | TeHEAJIOTUYECKUI.
POXKICHUS, nornepeyHast
CKJIaJIKa Ha JIaJIOHH.
Tpucomust 18 | 47, XX+18 1:8000 MHOKeCTBEHHEIE V3, aMHHOIIEHTE3.
(curIpPOM N (0,012%) BPOKJICHHBIE TTOPOKU MHOTHX
DnBapjca) 47,XY+21 OpraHoB. MaJlasi  pOTOBast
IIOJIOCTh (MHKpOCTOMHUSA).
YMcTBeHHas OTCTAJIOCTb.
90% OONBbHBIX YMHUPAIOT B
IIEpPBbIE 6 MECHLICB.
N3BectHo, Korma peOeHOoK
JIOKWJI J10 S JIET.
Cunapom 45, XO 1:3000 KeHmumuel ¢ HeTOCTaTOUHLIM | bruoxummuueckoe
[IeprieBckoro (0,03%) IOJIOBBIM pasBUTHEM, | HCCIICIOBAHME
- Tepnepa KOpPOTKOH (Gurypoii, | 0K0I03apOBIIIEBBIX
HapYIICHUSIMA CepAeYHO- | BOJ,
COCYAMCTOM CHCTEMBI, | AepMaTorinduka.
KPBUIOBUIHBIE CKJIQIKH Ha
mIee.
Cunapom 47, XXY 1:500 My>xunna ¢ | AMHUOLIEHTE3,
Knaitadenbrepa (0,02%) HEMPONOPLUUOHATBHBIMH JepMaToriauQuka.
JUTMHHBIMH ~ KOHEYHOCTSIMH,
HEJIOPa3BUTHIMU  ITOJIOBBIMHU
OpraHamH, KEHCKHM
rojocoM.  CKIOHHOCTH K
arpeccum.
Cunapom 4, XXX 1:1000 Bonpubie xeHmuuabl BHemHe | Detockonus
Tpumio X (0,01%) HE OTJIMYAIOTCSI ot | (paccMaTpuBaHue
HOPMAJIBHBIX, HO HX IOJIOBas | IJIOAA gepes
cucreMa HEJIOCTaTOYHO | TIPOKOII),
pa3zButa. 75% - yMCTBEHHas | aMHEOLIMHTES.
OTCTAJIOCTB.
MoHocomus 45,0Y Myrauus 3UTOTEHL, JIMIIICHHEIC X- | AMHHOIIEHTE3.
JeTanbHa XPOMOCOMBI HE
onucanbl. OUEBUIHO  TUIOJIBI
THOHYT BHYTPUYTPOOHO,
oOycnaBnuBas 6ecrioaue.
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