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METOJXbI FEHETHKH YEJOBEKA.
MEIHKO-TEHETHYECKOE KOHCYJbTHPOBAHHE.
NPEHATAJNDHASA AHATHOCTHKA

Lleav sanamusn:

3HaTh CYIHHOCTE OCHOBHHRX METON0B TeHETHKM 4Y€AdBeKa
H NOKA3ZaHHA AAA HX HCNGAbL3I0BaHNA

¥ MeTh cOCTaBHTb PONOCAOBHYH MO NPEVICKEHHON JereH e
H NPOaHaTH3UPOBATh €€

Qa3Hako M HTBCH C OCHOBHHMH METOJaMH npena‘ra.ﬂbnou
AHATHOCTHKH H NPHHLHNAME MERHKO-FEHETHHECKOID KOHCYJIL-
THPOBAHHA

1. METObl TEHETHKH YEJAQBEKA

3anpanme 1

[lobTopHTe OCHOBHBIE OTAMYUHM MNOJHICHHOrO H PasHMX THIIOB
mMoHotenuoro HacnepoBanua. B taba. 1 orMetere (3nakom «+») Denon-
HHe TPH3HAKH Pa3/iHYHHE THIIOS HACKeROBAHHSA.

3ananmne 2

Hayyute no 1abn. 2 oco6eHHOCTH HeoBeKa KaK OLeKTa reneTH-
yeckux Heenenoranui. OOpaTHTe BHHMaHHe, MTO OCHOBHOA MeToA
TeHeTHKE ~ rROpHaonorHYeckui (ckpenmupanue ocobel ¢ onpeaenel-
HHMH ['¢RO- H HEHOTHNAMN) ANK HETOBeKa, Kak CYINeCTBa COUHANBHOTO,
He npHemaeM. B cBa3n ¢ uem paspaboTann cneuHaNbHbie METOMIL reHe-
THKY yenoseka (rabn, 3).

Omeemsme na sonpocus.

I. B xakoM cayise MoMorennas Goaessb (A-Jl THR HacaenoBanis)
BCTPeYIETCA HE B KaXAoM noxkoXerun? [IpuBenure npuMmep Tarok
- Goneann.

2. B xakom cyuae npH Gpsxe aaxaa (60.ne3ub A-TI) MoXeT poATBCS
Sonsnok petenok? [Tpusensre npumep nomo6roit Gonesnn.



Tabauya |

OcHOBHEIE OTAHYHA PAINHYHLIX THNOB HACAEAOBAHHA
MOHOreHHHX Goaesned yenoBexa

T Hacel0BaHHR

AP

ALl

X-P

XA Y

Bonewr T n §

BonewT npeuMyliiecTBeRHO d

Bo/abHue 1o sepTuxany

Boskiue no ropH3OHT2AH

Yacto ompvn Ha pogaTened Gonex

Y 3/10poBLIX poAKTenel GoAbHOA peGeroK

¥ GonbHWX OTUOB AOUepH 3ACPOBME
HOCUTERNH

Y 6onbHKX OTUOB gouepH GONLHL

¥ GOABHLX OTIOB CHIHOBEA GOJALHY

Y SoA5HEX OTLOB CHIHOBSS 3[0POBH

¥ Sonpnsix martepedt cHioBLA SOXLHR

Tadxuqa 2

YenoBex — citelHbuuecKkuit OGLEKT reHETHIECKONO aHANH3A

Yesoner — GMOCOUMAABHER BHA

Manoe XOJNHYeCTBO NOTOMKOD B CeMbe

JAuTensHOCTE CHeHR NOKOACHHN

Buicoxas cTenens reso- # GeHQr IMMUECKol reTepOreRHOCTH

OTCYTCTBHE CXeN POAOCAOBHEIX ¥ GOABLIMBCTEA AlACH

N jemiv [ |-

TIpexMymIecTBO YeNoBeEKa ~ XOPOWAS HAYUEHHOCTL HeHOTHNa

b4.

bb.
56.

58.

cectpls (Aa) u npoBanna (aa); BepodTHOCTS poxaenus GoibHOro
peleHka y npoGaHpa: aaxaa — — puck F Aa = u{1-10°5). 3)
OueHkTh PUCK POXKAEHMR GONBHOTO peGeHKA: DHCK OY€Hb HH3-
KHit, athexTHBNA npeHaTaibHas ABATHOCTHKA.

1) PojocaoBRaR He NOX0Xa Ha PORCCAOBHYIO TIPH MOHOTEHHHIX
Bonesusx. 2) Kapuorunsl: marepu ~ 45, XX, t {1q21q), cuna —
46, XY, t (Hq21q). 3) TpancxokauHounas popma. 4) Puck pox-
Zerna OoasHoro peenka — 10% {ra6a. 25). 5) B xneTRax Xo-
PHOHA WIIH AMHHOTHYECKON JKHIKOCTH — KapuoTn. 6) Ecau ka-
PHOTHN HOPMaNbHLH —~ pebexok Gyner 3popos.

1) 4-100%; 2} 1-0,08%; 3) 3-1%.

Ecau popuTes U cHECH 310poBw, puck paeel | % . Ecad ofuu U3
ponHTeneil H cecTpa Gosbinl, puck paser 18,5%.

Puck aam xenumHu [ pasen V1000; z1s xexmurn 2 ~ J1000;
AnA Myxuuie ~ 40%. Y xenmmn — Y3H.

£



12,

13.

15,

18.

2L

24.

47.

48.

50.

52,

60

OTBETHI K 3ANAHNAM

1) denokonng (31ech aRKOTONLHE CUHAPOM MI0ja).
2) PopocnopHas HeoGxoauma, 4robbl yaocTOBEpHUTBCS, uTo Go-
JNte3db He HacJ/ej[CTBeHHAY,

Fenoruma: 113 — Aa; 114 - aa; IV1 — aa; IV3 u IV4 — Aa.
Cxemt 6paxos 1V 1! aaxaa —» puek F = p(1-1075).
IV 4: Aaxaa — puck F Aa = 50%.

Tun HacaenoBadns A-J. Tenotunm: snoposoro GansHeua — aa,
GonpHOro 6nuanela, MaTepy, HabyiuKkd, MAafwWel cecTpel — Aa.
Bpax afoposoro 6nnaneua: aaxaa — puck F = u (1-107%),

a2

Gémnrathne rerepoaurorst {X®X*): 11 3 (npoGann), II'1 (mats
npobanna). dakyneratnspas reteposurora — I[5 (mnamnas
cectpa mpoGauna). Temusuroter: 12, I 1, I 2, IV 2 (Gonsnoit
cwH npoGaHpa). Beposiriocts poxjeHss Gonbroro pebeHka:
50% cpenu chiHoBedl, 25% cpeiu BceX BOIMOXKHHIX feTedl.

A-P. Ofnuratame rereposurorsi: 111, 114, 11 3. ®akyasrarus-

Hule rereposurore: 111, I 2, 1T 6, IV 2.

UccnenoBaTh KOHIEHTPALKIG RATPHA H XJAOPHAOB B NOTE H CJIIOHE
poaurenesi. Ec/id TpeBRIsAET HOPMY — DOAMTENH I'eTepPO3UIOTEL.

Ilna SonenHHCTRa GoMeaHedl — aMHHOTHYECKYIO XKUAKOCTL U KJer-
Kku B Heil. [Ipn thepmeHTONATHAX — GUOXUMHYeCKHe MeToaul. [1pH
XPOMOCOMHNX 60NIe3HAX — Kapuotul, X- # Y-XpoMaTHH (xopuon,
knetkd naogal; AHK-nuarxocruka ~ ['n-6-0d-nepuuur; reModu-
anst, PKY. BIIP ~ ¥3H (npenaranvHast AHArHOCTHKA).

a) CITHHO-MO3TOBRE I'PhlXH; 6) MOMMAGKTHANS; B) reModHMMA.

BeposTHOCTS DOXAEHHS 3ROPOBWX Revel: ~100%; ~100%;
~75%; ~25%; Goasnux: ~ 2u {1-10719); ~1u (1. 10‘5) ~25%;
~50%.

1) Tleneanoruuecknit Meron (ONpefefWTh THM HACHENOBAHHSA;
8 zauHoM ciyyae A-JD). 2) Onpenenuts: renoTHOB BoabLHOH

Tabauya 3
MeToan reHeTHKH YefioBeKa

—

Teneanoruueckuit {B MeHIHHE — KAHHHKO-FeHEANOrHYECKHA)

[InToreHeTHUECKHI

BHoxHMpuecKuit

JHK-guarsocTuka

BausHeuosrlA

Jlepmarorandyka

MonyAALHOHHO-CTATHC THHECKHA

MeTonb! FeHEeTHKH COMAaTHYECKHX KAETOK

Dl ar [~ (%L LA

MojenspoBanite HacJeACTEEHHLIX 3a60/1eBanHi

2. TEHEAJIOTHYECKHH METOX

Texeanornueckuit Meton (.M.) — ocnopHoft H 06s3aTENBHER METON
MELMKO-TeHeTHUECKOr0 KOHCYAbTHpoBaHuA. OH N03PONAET Pa3pelinTh
CJIE}]Y!O[HHB OCHOBHBIE 3aJ1aMH:

L]

BASETCA M aHANU3UPYyeMasn G0oNesHb HaCJENCTBEHHOM HIH HET;
110 KAKOMY THIY OHa Rac/egyeTcH;

OonpenerHTs FeHOTHNR YISHOB CEMbY,

KTO M3 4JIEHOB CEMbH ABJiReTCH OOAHraTHOA HiH tpaxy.nuamn-
HOM TeTEPO3HIoTOH;

BEHYHCAKTH BEPOATHOCTH NOBTOPEHWS N4HHOA GofesHd y poX-
CTBEHHHKOB.

3apanue 3
OCHOEHHE 5TaNnH reHealorHYeckoro aHaausa,

1.

C6op caenerui (onpoc u obcnenopanne) o Hanu4uk (oTcyT-

CTBHK) aHA/AM3HPYeMoro mpH3Haxa (6osesHit) y POACTBEHHWKOR Apo-
6aHNa ¥ COCTABAEHHE JereHNk 0 KaxAoM H3 Hux. XKenratedbHo aniio
co6pate CBeeHHA O POACTBEHHHKAX He Meree 3-3 noronenni.

-t



2. I‘paq)nqecu::e n3o6pamenne pouocaosron {cemelinon
CXEMBI) C YKA3aHHEM POSCTBEHHLIX CBSA3ER R HAANTHS aHAMUIHUPYEMOTO
fIpH3HaKa y wienok cembH (cumBosm wa phc. 1). Kaxpoe nokonexpe
OTMEYalOT DUMCKHMH, Y/NeHOB TNOKCACHHA — apabCKHMH Ui (pPPaMH,
cHOCH OTMENAIOT B NOPAAKE X POKEEHAA (THIHYHEIE CXeME POAOCAOB-
Huix — pac. 2). B ntore xamauil uneH pogocaonsoi uMeer ceoll wAQD.
Hanpumep, umdp npoanaa Ha puc. 2 (A-P) = IV 4 (nokonenne IV,
ysen nokoaeHus 4-i).

3. AHanu3a ponocaoBHoN (pemeHHe OCHOBHEIX 3ana).

Jadaua 1

Onpenenenne, K Kakoi rpynne Goneatelt (HacienctaeHHol, Mysnb-
TraKTOpHANLHOH — M®B nan dexokonnaM — 1abA. 7) oTHOCHTCS
aHaIH3npyeMasn Goneshs.

a) Ecan ponoc/soBHan no BceM NOKa3aresisiM COOTBETCTBYET OCHOB-
HWM XapakTepHcTiKam pogocnoBrux A-Bi, A-P man X-cuenieHHbiM
3a60/IeBAHKAM, TO €CTb OCHOBZHHR NOJaraTh, 4YT0 AHAJNHIHPYEMas
GonesHs MOROTeHHas (Hafo ydecTh ReHETPANTHOCTD, SKCIPECCHBHOCTD,
OUOXHMHUECKHE MapKepsl, ecB HyxHo nprMennts HHK-amarnoc-
THKY). .

6) Ecau pomocfioBHAR He NOX0XKA HH Ha OBHY M3 POACCAOBHBIX
MOHOTeLHBX GONE3NeR, TO aHaAW3upyeMan OGonesHb HAH Hackel-
CTBeHHAsA ~ XpOMICOMHas (11 MOATBEpKAeHHS HeoSXOAMMO HCCTieno-
Bath Kapuorhn), i M®B (MccrenoBaTh reHeTHYeCKHE Mapaepl,
NpoaHaH3HPOBATH CPeAOBHE GAKTODH H Ip.), uAH peHORONHA HaCheR-
crTBensoi Goae3un (HEOGXORMM aHANMS CPEROBHIX (GaKTOPOB).

3adauva 2

Onpenefienye THNA H BapHaNTa HacneRoBanus {ecar 970 MOHOTEH-
Ran SonesHb). :

a) Jian GonbmucTea GonesHeR oy HavecTHH (MOXKHO OMPENEHTS
10 CIPABOYHHKY). '

6) Ecny 60Ne3Hb MMeeT HeCKOJLKO THMOB HacAeNoBaHK.d WM THI
HACNENOBAHKA He ycTaHosdes (Tabn. 4), ero MOXHO ONPEASNHTH MO
XapakTepy porocnosHoit (prc. 2).

6

CoMaruueckyie KJIeTKH o6JanaloT CcBOACTBaMH, ARMANUIHMH WX
yAOGHHM OGBEKTOM reHeTHYECKHK HCCAedoBaHHH:
e OHM MOTyT GbiCTPO Pa3MHOXKATBCA HA HCKYCCTBeHALIX MUTATeNb-
RulX Cperax;

& W3 OfiHOM KNETKK NyTeM KJIOHUPOBAHHS MOMKHO MOAYUHTH reHe-
THYECKH OHOPOJHOE ROTOMCTBO;

® TeHeTHYeCKH pa3juuHbie KMeTKH MOryT C/AMBATBCH B Hasarh
Hayano rUCPHAHLIM KJIOHAM;

* MOXMHO MONYYHTD JTIO608 KOAHUECTBO GHOMACCHl KNETOB ANA GHO-

" XMMHYECKOTO HCCIe0BaHKA, :

® KYALTHBHPYEMHE KJI2TKH MOrYT GbiTh MOABEPTHYTH LIUTOXHMHU-
YeCKOMY HCCReNOBAHHIO.

CoMaTHYeCKUe KJeTKH YenoBeKa MOTyT CAUBAThCA € COMATHUec-
KHMH KJeTKaMM EPYroro uenopeKa /AW € K/ABTKaMH APYrRX BHAOB
MJIEKOMMTIOWMX (MbLIA, KPEICH, MOPCKHC CBHHKHM, OBesbsHEI B Ap.).
O6pa3aywolpecs NP1 3TOM KAETKH HA3BIBAIOTCA THOPHAHBIMH. B rué-
PUIHBIX KAETKAX #1p3 BHAYAME e CNUBAN0TCA {retepoxapHon), a 3ateMm
MOryT e/inBaTsca (cHukapuoH). [IpH aToM B AApe OXasLIBALTCA BA Ha-
Gopa xpomocoM. Bo Bpems NOBTOPHHIX MHT0O30B THOPHAHON KNeTKH XpO-
MOCOMH OJIHOTO BHIA NOCTEAEHHO SAKMMHHpYIOTES (TepaioTes), a Ipy-
roro — coxpausorcn. Happumep, npu ruOpHAH3ALME COMATHYECKHX
KJETOK YeJI0BCKA H MbItH TEpSIOTCA XPOMOCOMBI HeoBEKa, a B rubpua-
HBIX KJIeTK2X UeNOBEKE H KPHICh 2/IHMHHHPYIOTCA XPOMOCOMEI KDPHICH.

MocTeneHHas NOTEpS XPOMOCOM YE10BEKA W3 FUOPHIHKIX K/AETOK
NapainenbHo ¢ HAYUeHHEM (DepMEeHTOB MO3BONRET CYRHTE O AOKaAH3A-
WHH FeHa, KOHTPOIHPYIOLIETO CHHTES TOrO HAR HHOTO depMeHTa B ON-
penencHHOA XpoMocOMe, _

C noMowiplo MeTOAa PHOGPHAL3ANHN COMATHYECKHX KETOK orpese-
JAIOT JOKAAH3ALMK TeHOB B XPOMOCOMAX HeloBeKa, & TaKke cuen-
feHde reHos. Takum o6paaoM, Hanpumep, OhI KAPTHPOBAH FeH TUMH-
aMHKHRA3K (8 17 ;.poMocoMe) — (epMeNT, OT KOTOPOro 3aBHCHT OUly-
leHHe YenoBekoM sKyca QensaTHoMouesru (PTM).

MeTnn KyabTHBHpeBaHHs (6e3 r:GPHAMSALKH) COMATHYECKHX Kie-
TOK 7CNI0NB3YETCA TIPK AHArHOCTHKE FeHHKX H XPOMOCOMHNX GoneaHed.

JInA reHeTHYEUKHX HCCHeNOsaHYA HCNOAL3VIOT KYALTYPH COMATH-
yecKHX Knetok uyenoseka (anmdounta, GHOPCOAACTH KOKH, KNETKH
AMHHOT HECKOR JKUAKOCTH, KIeTKH ONyXonenodl Tany u ap.).

59



MEDONPUATHH NO TipelyNpeXAeHHID HeGAaronpusaTHOTO BO3AEACTBHUA
Ha reHeTHuecKi# annmapat ¢akTopos oxpyxawiedl cpenw. Ilomyas-

Maanupyemas -
/ GepeMeHHOCTD

TTon

[IMOHHBH MeTOI NO3BOJAET: § : E,

) OUEHHTH BEPOATHOCTL POMKAEHHS JUL C ONpefeNeHRLM (PeHOTH- ' 'g‘ E
TIOM B AAHHOM TPYIITNe HACENEHHN WM B GJAM3KOPOACTBEHALIX Gpakax; g

6) PacCUMTAThb YaCTOTY HOCHTE/LCTEA B FETEPO3RTOTHOM COCTORHHM B 2 @
peilecCHBHEX andaenei. ¢ : g

OcHoOBY MeTOMA COCTABARET CTaTHC THYecKaa o0paboTKa noaydaeMbux L 2
naunbix. Ilpu cratucTuueckoit ofpaboTke HCMOJB3YWT 3aKOH reHe & 8
THYECKOTO paeHoBecH Xapan-Bakr6epra: B nonyAsaunax npy YCJIOBHH
MAHMHKCUH ¥ NPH OTCYTCTBHH MYTALJMOHHOTO Npollecca H eCTeCTBeH- =
HOro 0T60pa yeTaHaBIHBAeTCA PaBHOBECHE YaCTOT NéHOTHPOB, KOTOpOR 8
COXPaHReTCH H3 NOKOJACHHS B nokosexue. Popmyna sakona Xapau- é :
Bafin6epra: '

' p2(AA)} + 2pq{Aa) + q%(aa) = 1 O
p(A) + qla) = 1 N
Baxanne §7 _ D

[nayxoHemora cBR3ana ¢ spoxaenHofl ThyXoToH, KOTOpad Npenst-

CTBYET HOPMAJibHOMY YCBOEHHK) peun> HECJ!EJ.[OBBHHE ayTocomno- -
peneccuaHoe. Jiia eBPONEHCKHX CTPaH cpelHnas yacToTa 3ab0aeBaHua 2
pasha =2:10000. Onpene/ure BOIMONHOR YHCAO TeTEPOIUTOTHBIX ND §
FAYXOHEMOTE MOACR B NONYAAUMH, RacuHThBapwen 60000 venosek. '%'

a

Gpak

3ananune 58
Pennnxeronypus (PKY) — HacnecrseHHas ayTOCOMHO-penec-
cHBHan Gonesun. Yacrora GKY B GosbillMHCTBE eBpONeACKHX CTpax
B cpentsiem cocrasnret | Ha 10000 sosopoxaentux. Hexoas 13 aakoHa
Xapau-BaitnGepra paccuurafite HacTOTR BCEX BOSMOMKHMX [E€HOTHNOD
Y HOBODOMKIOEHHBIX. )

PELECCHBHOIO [eHa

©
O] Bemx

I'erepoammnue HOCHTEAH.

10. METOABI TEHETHKH COMATH‘IECKHX KJETOK

CyulecTeyoue MeTORH TeHETHKH COMATHYECKHX KJETOK NO3BOJR-
0T HIYYaTh TeHeTHUECKME 3aKOHOMEPHOCTH HA KNETOYHOM YpoBHe
¥ OIHOBPEMEHHO A YPOBHE NEAOIO OPraHWaMa, TaK Kak aiofas coma-
THYECKAS KAETKA CONEPHKHT NOJIHWA HaGOp reHoB.

O . 3aoposan i GoAbHAS MKEHIIHHA
D . 3nopornft # GOILHOE MYXUHHA

R

l MepTBODOXIEHHKA

A

?

N

/
I B 2 ~ nOPAAKOBWIA KOMED UJeHOB

ONHOID NOKONEHHA.

B poIoCIOBROM aHANHSHPYIOTCA
I win [ — noxosesus,

ABa& NPH3H2ZKa

He yCTaHOBMAEH

®

It unm 114 Tlindpu unenos cemsu

%

%

N

%

L Brixuanm
&

0

e
Pac. 1. YenosHue 0603Ha%eHES, HCTIONL3YEMBIE
APH COCTARJEHUH CXeM POLOCIOBHHIX UeJIOBEKd

HsoBso#t Spax
i Opak

OTDBesmu
f—



3adaua 3

Onpegenenne CTENeHH PHCKA (BeposaTHOCTH) NOBTOPEHHs GOE3HH
¥ pPOACTBEHHHKOB.

a) Ecan GofesHb MOHOTGHHas ¥ TeHOTHII poAuTeNied H3BECTEH —
pacyer ¢ yueTOM reHeTHIeCKHX sakonomepHocredl (aas A—Jl Goneanedt
y4ecTh NeHeTPAHTHOETD — Taba. 5).

6) Ecau GoJe3Hb MOHOIEHHAs H [€HOTHII pomuteneii(;1n) Heussec-
TeH: BEPOATHO, OLMH HAH 064 POANTENA reTEPOSUIOTHI, ¥ eaxoro/ 060-
UX pomMTefelt MyTaudsi B rameTax. '

MerTonsl OTpefiefieHKHS reTepO3HIOTHOCTH NPHBELEHH B Tabas. 6.

3agaune 4

OsnakombTecs (Tabn. 4) ¢ NpuMepaMH MOHOTEHHHX GoseHed,
HaénefyeMblX N0 HECKOIbKHM HAHY HEYCTAHOBIEHHHIM THNAM HACAEA0-
BAHHA.

Tabauya 4
Ne Hacsaencreensui curapon (c.) ' Tun HacheloBaHHA
1 |TFemeponanas {1ounas caenora} AP, XP
] 2 |Jlapcenz c. . A-P; AL
3 |HxrHo3 | AP AL X-P
4 |KarapaxkTh BpoXKAeHHbIE A-P; AL X-P
5 | OcreoreHes HecoBepmeHHBHA A-P; AL
6 Poto-nuue-nanbuestd c., THns [ u 11 X-11 (O noruGator
: BHyTpHyTpOGHO); A-P
7 | TInrseHTHUR PETHHUT AP, AL X-P
8 |Kopuennn ge Jlauge ¢. HE YCT2HOBIEH -

3n1innue 3

OanakoMbreck (tada. 5) ¢ wexkoTopumu A-Il SonesHAMA vesoBeka
C PABAHYHON NAHETPAHTHOCTLIO, BAPLHPYIOILLER FKCTIPECCHBHOCTRIO.

JonoanurenvHas uugopMaumHa:

» HH Y KOTO M3 KOHCYJBTHPYIOUIMXCR CDEAM PONCTBEHHHKOE TDEX
NoKOMeHKH He GBUIO pacile/HHB ryGHl n/ uan Heba;

e y MaTepeii KOHCYJIbTHPYIOMHXCS GepeMeHHOCTE ¥ POAL NPOTeKa-
iu HopManbho. Xenmmua 2 Ha 5-6-0f Hepene GepeMeHHOCTH
NpHHUMAia NPOTHBOCYAOPONKHOE AEKAPCTBO {o6ranaet myraren-
HbIM 3hdexTom). 5-6 Heaeas — 370 TepMUHALHOHHBIA TepaToreH-
HHil Mepyol (POPMHPOBAKHA.

AHanus TpHBEReHHHX B Tabauie ZaHHBHIX W APYTHX Pe3yJIBTATOB

06c/eN0BAHHR RO3BOJNMAN CHeNaTh CAeNy0liHe BRBOABL

l. yxeuuuHbl / paculennna HeGa UMeeT MYJIbTHHAKTOPHAALHYIO NPU-
pofy (MOMyNALMOKHAs YaCTOTA 1:1000);

2. y MeuulMHpl 2 paciiefuna Hefa — pesyAbTaT TEPATOrEeHHOro 3-
dbeKTa neKapcTBa; CROPANMYECKOe NPOHCXOKAEHHE,

3. y MyXuumsl paciueauHa ry6u ¥ He6a = 3TO OfIMH H3 OCHOBHbIX CHM:
ITOMOB MOHOFeHHOH HacaeICTBeHHON 6osesky — ¢. Ban zep Byna.
Ipu sToil Goae3nn yacTo OBIBAKT AMKH Ha HwKHeR ryGe. Hacne-
ayetcs no A-Jl TNy, NeHeTPaHTHOCTL 80%. TonyaslxoHHas Yac-
tora 1:100000.

OnpeennTte PUCK POXKAEHHR LeTeH paculeNHHoMH ry6u u/ uis

neGa B ceMbax aenmut [, 2 ¥ Myxunim, Kax npeaynpeanthk poxacHHe

60nbHOrO pedeHKa?

9. DONYJAIUOHHBIA METOA

OCHOBAH HA M3YdeHHH FeHeTHYECKHX 3aKOHOMEPHOCTEH B NOMyJs-
nuax yenoseka, Mecnegosanus B oGAacTH MONYyAALUMOHHOR reNeTHKH
yeJQBEKa MOXKHO DajjiefiiTh Ha ABé TpYMNIibi

1. onucanue NONYAAUMA ¥ HX PEHETHYECKOrd COCTaBa ¢ HCMOJE30B3-
nuem 3axkoxa Xapau-Ba#uGepra;

9. aHa/N3 NPHYHE HIMEHEeHUA TeHopOHAa MOMYARIMH — BJIHALT Ha
TeHeTHYeCKYIO CTPYKTYPY NOMYAAURA TakHe (GarTOPH, KaK MyTaUHOH-
HBIR Npolecc, ecTeCTBeHHKA 0TO0P, MAFPALHA, CAyqaHHble HIMeHEHHA

TeHHHX YaCTOT,
3uamie HONYASUHOHHON FEHETHKH HeoBGXOAWMO HAA NOHKMAHMA

PACIPOCTPANERUS  HACNEACTREIHEIX Gonesdell, MAA TIAAHWPOBAHUR

T
!



lananne BB*

Hapectdo, 4ro 4acTo BCTpewawLMACA NOPOK paciliendHa ry6u
H/nMH HeGa B 32% ABAAETCH OAHMM W3 CHMIITOMOB OlIPeAEJICHHOr0
HACJeNCTBEHHOr0 CHHIDOMA, B 80% wHocHT CNOpPafHIeCcKHi X2paKTep,
B 15% — cemeiinmi xapakrep. H3a uux 18% HMeOT MOHOTEHHYIO
npupony. 7,5% — xpomocomuyw, 62% — myaeTrdaxTopHaNsHYIO,
12% ~ HeyCTaHOB/CHHLIA THN HAC/EJOBAHHA.

Bce, KTO onepHpOBaJscs B AeTCTBE MO MNOBOLY PaCIIENHHH TyGbl
v/ uan ueba, HepefKo obpaitaiotca B MI KOHCYABTAIMH C BOTIPOCOM,
6yneT a4 y ux neTelt Tako# e nopok (ecqu wux 6paunulil napTHep
3A0D0B).

[MpoananusupyiitTe pesyapTaTel 06CAeNOBAHHSA TPEX YeNIOBEK, HMER-
WIHX paciieanny rybw u/ uam ueba (taba. 27).

Tabauya 27

. KoHcyabTROYIOWHECH Hx ponutenu,
pacule/IHHE He OulIo

Mars Oten

Tabauya §

Menerpantuocts (%),

Flon, soapacrt, | Pacuge- MAP | MAP MAP
npodeccua JAHEA . ' '

I, WMeniquna, |rybu Meaxde 3yObl, | Me/AKHEe | HeT MOUKH- yXa,
18 ner, ) NPOrKaTRA ayOni No3nHee Npope-
CAYHauan . : suBaHHe 3y60B .

Ne Hacnencrsennan ﬁoneénb
SKCNPECCHBHOCTE
i |MoavunaxThaua ' 100%
2 Axonnponnaa;ua B 80% peayabTatr cnow-
TAHHOR MYTaUuHH
3 |Horre#t gdcredeans W rENOROKTHA 100% (sKkcnpeccusHocT
(3ySouorreBnd cHrapon) Bapbupylowan)
4 |Pacwenyna ry6u (ne6a) u aMxn na  [80% (skcnpeccusrocTb
" | anxueit ry6e (c. Ban-nep-Byaa) Bapeupy©UIan)
5 |9xromepmansras mucrnasas ruapo-  §100%
tiieckan (c. Knoycrona)
6 |Perunotnacroma (onyxons rnasa) 80%
7 | Orocknepos _ 40%
8 ! Cunnpom Mapdana ~100% (sKcrpeceusrocTs
papbupyLLIan)
9 | Xopes Ienrunrrona (ocHoBHOA CHM-
OTOM — HElPOHIBOALHLE CYAOPOrH)
= 70 ner ~100%
~ 40 per ~50%,

2. Xenmnna, |ueba Menxue 3YOH, | XypHOCHHA |3y0n  MeaKue,
20 ner, KYPHOCHA HOC | HOC, TOH- | IIOCKOCTOMME
cRyXKalag Kue ry6u

3. Myxugrua, |rybu peakHe 3y0m, | HeT MOUKH | OTTONWPEHHRE
20 ner, A HeGa | AMKH Ha HHM- [yXa, Kyp-|YWH, PefKHe BO-
npojaseu Heit ryGe, aHO- | HocuR Hoc | AOCH

NaTHA NpHKYyca
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3anaaue 6

Hayuute mo puc. 2 ocoGenHoctd poaoccaorHux npu A-P, A-l
(I1. 100% 1 <100%), X-P u X-J THnax HacnenoBaHHS MOHOreHHHX

MPHIHAKOR ¥ HelQBeKa.
3ananue 7

‘O3HakoMbTech (Tabn. 6) ¢ OCHOBHRIMH METOMAMH ONpefeseHHA
FETEPO3HTOTHOTO HOCHTEALCTBA.



o 2 ok 1
A-D (1. <100%)

X-P XD Y-ran

L
Prc. 2. CxeMbl POAOCJAOBHKX TIPW PASHLIX THNAX HACAEROBAHHA
MOHOTeHHLIX NMPH3HAKOB

3anauue b7

Honamue 0 MOALLX GHOMAAURX DAIBUMUSR (MAP) u ux anavenue

& duaznocmuxe HacAedCmaeHHOl NOMOAQUL

MAP {cTUrMm, MHEXPONDHSHAKH) — BPOXIEHHHE OTKIOHEHUS OV
HOPMA/TLHOTO AHATOMMSECKOTO CTPOSHHH, KOTOPHE He HapyLUaloT GYHK-
uuu opraxa. Onucaro oxoao 150 MAP, npaxTHYeCKOe 3HAUEHHE UMe-

ot 60,

O3HaKOMBTECH ¢ HEKOTODHMH HHXENpPHBeeHHEMH MAP.

Mukpouedanus
Hapywexne dopmul depena
Manui paspes raas. I1ro3

Monronovbtit (aHTHMOHTO-
AOMAMEIA) paspea rina3

THneprenopHam
OTTONNpEeHHLEE YUIH
QOT1cyTcTBHE MOYKH YXa
Kypunas rpyab
MHuOXecTBO COCKOB
CKongo3

Peaxve pojoch
Jloskne Boacchl

Anoneuus (rueanad naemy-
BOCTD)

Makporuarus

Huactema
Peaxne 3y6u
MenkHe 3y6H

TunonedTnA

[IpornaTua

FoTHueckoe Hebo

Touxue (Toncthe rybu)
[Tosnuee npopesnBatie 3y6oB
Panuee BunasnexHe sy6os
CHHBAKTHIHSA

Bricoxnil nogbeM CTOMH
[lnockocronue

Manasa (Goasinan) Macca Tena mpH
POXKACHBH :

AHOM2/THH TIPHKYCA

- MAP ucnoassyior npH audpeperunansHoit aHarHoctHke MPbB
K HachencTeeHHbIX GoaesHed. Uem Soase MAP ofuapyxeno y o
uoro (3-5 u Gonee), TeM Buile BePOATHOCTH, HTQ AHANH3UpYeMaRn
Goneaiih ABARETCH HACNEACTBEHHON (MOHOIEHHOR HIH XPOMOCOMHOI).
Ecan kpome 3-5 MAP uMmeeTcs 0TCTaBaHWe B NCHXOMOTOPHOM pas-
BHTHH — aHaNH3INpyemas 6one3Hb B 100% sBasieTCA HaceACTBEHHON.
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Henoassys unbpopMansio 8 taba. 25, oTBeTbTe, YeMy PaBeH PHCK

poxaeHnsa pefenka, Goabhoro ¢. Jayna, ECJIM:

1. XKesupne 25 Jier, 300p0Ba, KaPHOTHN HOPMAALHLIA, MY)X 3A0pOB
(30 zet), ero xapuotnn 45, XY, t (21q21q).

2. Xenupine 30 net, nepbulfi peSeHOK 3Z0POB, MYX 310pOB, KapHo-
TUHIE BCEX YNEHOB CeMbH HOPMajhHEE.

3. XWenuume 30 aet, nepebiit peexox Goaen ¢. Hayna (xapsoTtatn
47, XY, +21), kapHOTHNLI XKeHmuHE U MYXKa HODManbHEE.

3apaune 56*

B taba. 26 npuBenenn ycpefiieHHHeE JAaHHHE MOBTOPHONO PHCKa
aaboners M®PB ¢ yyeroM wosdduuuenra zachienyeMmMoCTH, Nonyas-
UHOHHOR YAaCTOTH!, KOMMHECTBA G0JLHEIX CHOCOB H POftHTENeH.

- Ucnoas3ys sunupugeckue (ycpenennne) naunnie us taba. 26, on-
pefennTe PUCK 3abonieTh WHaogpenueit (onyaauonnas sactota 1%,
HacnenyemocTb 80%) Ans chixa, ecnu: a) poanTeny u cuben (2 6pata)
3NOPOBH; 6) 0AMH M3 POAMTeNeR M cecTpa GOMBHEL

Tabauya 26
INMonyas-| Hacne- _Bo.:;baue PORHTENH
UMOHHAA | RYEMOCTD,
yacToTa % o - 1 1 2
Bonuine cubenl
o112 |o0tt1|210]|1-]2
(| 8 |1 |65(142]83|185[27,8]40,9/46,6|51,6
14 50 |1 139|84|43}93(151]146{206(263
{ 20 1 120133120133 |48(37(53|7.l
( 80 01]25]82129|98}179(31,7|37,4}42,4
0,1 4 50 01{10{32(10]34}69|66(109/153
| 20 061/03|07|03)|07|13|08( 1423

>

Tabauya 6

Metoau

Hecneayesste nnoxasaTend, HacneacTeeH-
Hule GoNeIHH, NpHMepH

FeneanorHuyeckun
{ecas H3BECTHH TeHOTH-
nw pogaTened)

Pogocnoshas {reHoTHON yaenos ceMbH) npn
MOHOTEHHHX GoMe3xnx.
Axonpponnasus, ¢c. Mappana, remoqm.nnﬂ

BHOXHMHUYECKHY

1. Nepeuunuit nedexr
u3BecTeH:

~ thepMent

- HedepMEHTHI GeoK

2. IlepBHYHHEH NPOLYKT
HeHaBeCTeH

PenuaNaHAHTHAPOKCHAA32
(enunxeronypus — PKY)
daxrop VIl (remoduans A)

BaTtuauro (meamiaa I'IJ'IEIJ.IHBOCTB)

JHK-nuarHocTHKA

Muorue reiHbe Soaeann {rabn. 4).
Myxostcunaos, remopunns A u B, PKY

MiuKkpockonHs
-~ GHONCHA

DpHTPONMTH B MAIKaX KPoBH
(cepnosuanOKAeTOUHAS aHeMHA)

HumyHonornueckue |Rh-$pakrop {HecosmecTumocTs MaTeph
: w naoaa no Rh-dpaktopy)
Muxpo6uonoruseckne | Tect Tarpn (PKY)

Sinanne 8

Kraccupurayus 6oseaned wer08exa

Hayumnte no Ta6a. 7 kiaccHPpHKaLmo GoneaHeR yenopeKd C yUeToM
cooTHOCHTenbHONH ponr HacaenctsedHoctd (H) n cpean (Cp), uvo
orpaxaer KospdHuHent Hacaenyemoct (% ).

3agaane 9

B 1a6. 8 oTMeThTe (3HAKOM ¢+3) METOLH, HCHOALIYEMbE TIPH AHAL-
HOCTHKE Pa3AMUHLIX TPynn GonesHeli denonera. Yramure (3naKom ®),
Kakofi H3 HHX SBJSETCA OCHOBHLIM AN N#HHOA rpynnu Gonelnedt.

L]



- Tabauya 7

HacnencToesHne G0oneann
(H > Cp, nacieayemocts 100%)

1. lenune (moxorensme} Goseskr {~3,5 Teic.)
— 90% uMenT theHOKONHH
= MHOTHE HMEIOT TeHOKOMHH
~ MHOTHE HBAAIOTCS MOHOTEHHHIMH (opMamH M¢B

2. Xpomocomsbie 6oneann (~750)
“ MHOTHE HMeIoT heHOKONHH

MyastudaxtopuarbHbie GONE3HH
(H~Cp, 50% < nacaegyemocts < 100%)
— camue pacnpoctpanentsie Goaesun (> 90%)

— MHOrHE UMEIOT MOHOTEHHKE GOpME
— MHOTHe HMeKT (QeHOKOTHH

HenacnencrseHHne GonesHu
(H < Cp, nacnenyemocts < 50%)

— TpasMbl, 0XKOTH, HH]eKIHOHHe Goneann
- (heHOKONAH MOROTEHHHX, XpoMocomuux H MOB

2.1. OCOBEHHOCTH POJROCHOBHbBIX
MPH PA3HBIX THIAX HACJIENOBAHHA

3ananne 10

Hapucyiite ponocaosryr (3-4 noxonennsn) cpoet ceMbi 1O npH-
3HaKy upeta raas (uau paamepa ayGos). Y6eaHTech, 4T0 ITH NPHIHAKK
HacNeACTBEHHBIE, OTPEAEANTe MX THN HacrefosaHHA. Kakue netk mo
iBeTy rnas (Hau pasmepy 3yGos) Moryr poautucs y Bac, ecau y Gpay-
HOTO NapTHepa: a) rnasa ronylue; 6) 3y6u Meaxue.

3n.nalule 11

Hxtios — saGonesanne KoXH. ONHCAHO HECKOAbXO KARHR-TECKHX
$opM BxTRO3a, Hacaenyembix o A 2, A-Jl u X-P w-nan. Hapucyhite
PCOOCNOBHEE TPEX ceMeR B COOTBETCTBHH € HHXKe NPUBEReHHBIMH
aerednaMi. OnpenenuTe THN HACKEAOBEAHHA HXTHO3a B KAXAOA CeMbe.
Hanuuwiute renoruns 604bHBX YAeHOB ceMbd. KTO H3 uaeHOB ceMbH
ABAReTCA 06AMraTHON / haKyALTaTHBHONA reTeposHroTol?

[

| 3aganue 5H*

Puck pomdenusn pefenxa ¢ c. Jayna

O3nakombTeck Mo Taba. 25 ¢ 3MITHPHYECKHM PHCKOM POXIEHHA
pebenka ¢ ¢. layHa B 3aBHCHMOCTY OT B03PacTa MaTepH M GopMsl TPH-
comun 16 xpomocome 21,

Tabauya 25
DMIHpHUECKHH PHCK poxierns pebenxa ¢ ¢, layda
1. Cymmapnuit Boapact mateph {roa:) Puck, %
MONYARHHOHHEH 20 — 24 0.06
PHCK B 3aBHCH- :
MOCTH OT BO3pac- 25-29 0,08
Ta MaTepH 30 - 34 0.2
35-39 0,54
40 - 45 1,6 —42
2. Tpocran Tpu- Bospact maTepu [ToBropHui pHeK
coMHan hopMa (%) nnn cubcop
no 30 ger 1%
Goaee 30 ser YABOGHHHH PHCK
: IR JaHHOTO BO3-
pacra MatepR

3. Tpancnokais- | Puck (%) Ans cuGcos B CROPAAHUECKHX CAYYAAX

oHHaA GopMa {npu HOpNAAKHOM XapHOTHIE poAnTeneh) cooT-
BETCTBYST NPOCTON TPHCOMHH

4. Puck (%) ann Tam | - INoa nocurean
NOTOMCTBA HOCH- | TPAHCNOKALRH [y ooen, Myxza
tenedt npH cemefi-
ubix poGeprconos-|  21922¢ 7 2
CKHX TPAMCAOKA- }1q21q'. 10 2,4
WHAX

21q21q 100 100

5. Moaaniinam Puck papen

. -2, rae x — BOJNA ZHOMAJBHOrG
y pamurtenei 9_x

KAeTOUHOr0 KAOHA
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3anpamue H4*
Mr xoucy.aomuposduue Rpu XPOMOCOMKOS NAMOAOZUY

B MIK o6pa1‘aaac5 MeHIHHA C BOMPOCOM, MOXeT JH y Hee po-
IWTheS 3popoBui pebenok. MKewmmna (25 xet) » ee myx (26 ser)
3R0pOBH. ¥ XEHIIMHE ABe HepBhie GepeMeHHOCTH 3aKOHUHAHCH MepT-
BopoXieHuem. B peayabtate Tpethet GepeMeHHOCTH POAMACH MaAbYHK
¢ ¢. fayna. ¥ ee crapueit cecTps ABoe 3M0poBHIX mered (MaabiHMK
W ieBodKa). ¥ 6a6ynixd 10 JHHHKH MaTepi ofHa GePeMENHOCTh 3aKOH-
YHAACH MEPTBOPONCAEHHEM, O feTelt {CLIH 1 R04b) 3A0poBLE. Y MaTe-
PH XKeHIWBHE 6xa BoiKUAbW. ¥ MyXa npoGanaa asa Opata, y KaXAoro
TI0 KBA 3X0POBLIX CHHA. POJIUTENH MYXa 3A0POBH.

B rafa. 24 caesa nepedHcaeso, uro HeoOXONHMO caenaTh, YTOOH
nath oSocuoBaHHB 0TeeT XenlpiHe, Cnpapa HaNHLIHTE OXHAaeMbe
Pe3YALTATL,

Tabauuya 24

TocnenoraTentHoc Ty ReficTBHl OhHaaemble De3yaAbTATEH

1. ¥Tounntu aparncs

~ HapHCOBaTh POAOCAOBHYIO

~ UCCAGHO0BATH KAPHOTHIE NpO-
Ganfia B ee GONLHOTO CHHA

= CUPEAGAHTD, xa_'xaﬂ fopma
c. Jayua v Manbunxa

2. OnpeaeAnTs PHCK POMAEHHA
GonbHOTO B STOR CeMbe

3. MNpenaranpran auardocTaka (uro

HCCRENOBATD ¥ NAOAS)

Hpoauanauaupyfire pesyapTaThl uccnenonauuﬁ H nafite o60CHORAH-
HE OTBET KOHCYNLTHPYIOLLEACA XeHwTRHe,
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Tabauya 8

Mo MeToRu Hacaeacreen- | Boneann ¢ Hachen- | Henacnen-
Hue Goneans | CTReHHOH npefpac- | cTBenHHe

TMIOACKEHHOCTLIO ‘Boaesus

{teno-

red- | XpoMo- | MOHO- | IONHTeHHOR |  kommy)
Hue |comuute | rensoi | (M®B)

1 { KAKH#KO-reHeanorH-
YecKHi

HuroreneTHyeckuit

Broxiumuyecknn -

JHK-suarnocruka

Bauanengsbit

HepMarornnduka

=] ;| R s | WM

[TonyasuscHHO-
CTATHCTHUECKHH

8 { Meton reneTHKA co-
MATHYECKHX KANeTOK

§ | Onpepenenue rene-
THYECKHX MapKepoR

10 | Avanmus cpegoBbix

dhaxTopon

Jlezenda cemou 1

3nopoBHii MyMuHHa MeNHACA Ha CcBoelt ABowpoaHoR 3poposoR
CecTpe, Y HUX DONMNHCHL TPH REBOUKH, fise CTapiiHe — Oauareuw,
y oHofi #3 HHX Pa3IBUACH UXTHO3. POARTEAH MYXa H JKEHM 310POBH.
Xenwuna GepeMeHHa ¥ XOUeT 3HaTh, XaKkohk peGeHok y Hee PONHTCS:
spopobLit uaK Goasnoit. O6LACKKTE, ROUEMY ORME ALROUKA M3 GiaHa-
HELOoB 3A0poBa.



Jezenda cemou 2 _

Kena anoposa (310poBu 1 ee poputenu), y MyXa HxTHO3. Ponyitenn
MYXa: OTell 3A0POB, Y MaTepu HxTHo3, W3 TPOMX fnetedt B 3To# ceMie
AOYb H CTPIIKIA CHH 3A0POBH, Y MAAIIEro CHKA AHATHOCTHPORAH MX-
THo3, Crapumfi cuitt (npoGanR) KeHUTCH H ero BOARYET BONpOC, GyayT
nH ero geTH GoabHB HXTHO30M {ero Gyayiras xeHa 3n0popa).

Jeeenda cemour 3

JKena spoposa (3f0posn ee popuTean W npapoautenn). ¥ Myma Ha
KOHEYHOCTAX 06HapyKeHb NPHIHAKH HXTHO33, €r0 MaTh K CecTpa 3no-
poBH, ¥ 6paTa U AeAYILKH 10 IHHKH MaTepH UXTHO3. B 210l ceMbe noun
 chiH 3a0posbl. Jodb BRXOmMT 3amyx (ee xemux azopo) w obecrio-
KO€Ha, KAKOBa BEPOATHOCTD, YTO Y ee xeTed OyAeT HXTHO3.

-3ananune 12%

OcHobHbie cHMNTOME chHfpoma Jly6osuua {A-P tun racnenosa-
HHA). OTCTABaHME B Bece, YMCTBEHHAH OTCTANOCTb, MHKpOUedasHs,
LIHPOKasA MEPEHOCHLA, IMHKAHT, BHCOKOE HeGo HAR er¢ He3apalleHue,
TUNONINAZNA HHIKHEA YeJliOCTH, HapylieHHe NPopesniBaHus 3y60B, MHO-
JKeCTBeHHHI KapHec,

BosbiinHCTBO NepeuscAeHALX CUMIITOMOB XAPAKTEPHBL K LA aAKO-
roABHOTC CHHAPOMA NIoAa, NPHYHHONR KOTOporo sBisiercd ynotpelae-
HHE JKEHLIMHOR aNKOTOJA BO BpeNA GePeMeHHOCTH, OCOGEHHO B KpH-
THYeCKHe Neproisl (On/IONOTBOPERNE, HMIIAHTALHA, THCTO- H OPraHo-
renea).

Kax nasmpaetca sibsienme, Korka 60/€3HhL KAHHMYECKH 1:0X0Xa Ha
HaCACRCTBEHHYIO, HO reHOTHN HopManbHuA? K yemy csoputcs npodx-
NAKTHKA POXeHHs peGeHKa ¢ AnKOTOALHEM CHHAPOMOM noRa? Hano
AH PHCOBAaTh DOAOCACBHYI0, @CAH ¥ peSeHKa amKOroAhHuR CUHAPOM
nnopa? Yro xapakrepuo anm poxocaossofl cemefd, B KOTOpHX ecTh
Gonbrue ¢, dyGosnua? .

3apaume 13*

Tpuumnu poxaenus Goarxix zetefl ¢ A-Jk Gonesnsmn:
* YHacaAeposaHHee GONESHH OT POACTBEHHHKOB;

T

*  3anauun, Ha KOTOpHE HMEIOTCH OTRETH.

14

3apanme H2%

B MT xoncyabraumio ofpaThaach 3a0poBas GepeMeHnasn MeHIIHHA |
(20 ner) ¢ sonpocom, xaxoit peGenok Yy Hee pomuTcA, GOAbHOH HAM
3n0poBHiA. “Ee MyX, UX DOLHTeNH W RpyrHe PONCTBEHHHKH 3JOPOBHL.
¥ crapmedt cecTpul axongponsnasus (A-Il Ten Hacaenosanus, B 80% -
pe3yabTaT HOBOH MyTauwmk). OCHOBHOM CHMNTOM — RHCTPONOPUHO-
Ha/BHAA KapJAHKOBOCTb. -

Kakne MeTonnl reHeTHKM HEOGXONMMO HCIIOJIb30OBATH M B KaKoil
nocaenosarensHocTH {cu. atanm MI koncynsTHpoBaKus), 4To6L AaTH
060CHOBAHHBIA OTBET KOHCYABTHPYIOWERCSH HeHIIHHe?

3aganue 53
Ocrosrvie omAuRUR XPOMOCOMHBIX L 2eHMNbIX Boresred
B ta6a. 23 rHecuTe Heo6x0REMYIO HRGBOPMALIO.

TaGruya 23

OcHOBHHE OTMHYKA MOHOTEHHBIX H XPOMOCOMHHEX 60JeaHeil

Noxasatean Monorernsie | XpomocoMunie
Soneann Goneauu

1. DHoaorns

2. KonuiecTBO 3aperucTPHPOBIHHEX
CHKRpOMOB

3. B xaxoRt repHon oHTOresesa
NPOSRANIOTCS

4. TeneTHYRCKHE METONN THATHOCTRKH

5. Hacnenyioves wim wer

6. Hacnenyemocry (%)

7. MeToni mporrosHpoBanms

Tovemy GoMLWHHCTRO XPOMOCOMHEX GonesHelt He HacAeayIOTCA?

51



3apanne 50*

OnpefieINTe BEPOATHOCTE POXKICHHUR 3[0POBOro M GombHoro OKY
(A-P tun HacnefioBanus) peSeHKa Npi pastuuHKX THNAX Gpaka. 3amoa-
nute raba. 22.

Tabauya 22
Tenorun BeposTHOCTD podkneHrs pelenka
Mars Orey 3acposoio . BoasHoro
AA AA
AA aa
Aa Aa
Aaa aa
3anaunue 51 .

OcHOBHBIE CHMNTOMBL BOJIOCO-3y50-KOCTHOrO cuuapoma (A-J tan
HaCNENOBAHHA): CUNOMAA3HA 3Mand 3yGoBs, 3y6u MenKue, KypyaBhe
BOMOCHI, AAVHHEE 3aTHYTHE PECHHLE!, 331epXKa NPOPeILBaHUA 3y6oB,
pacciioeHHe HOITeH, JIerKo BOSHHMKAIOT NEpPeioMH KoCTel i Jp.

B MIK oSpatuasck cynpyrn ¢ BOMPOCOM, KaKo# peGeHOK y HHX
MOXeT POAMTLCA, €CAH MaTh 3KOPOB3, @ ¥ MYXa M ZoYepH BOJOCO-
3y60-KOCTHHI CHHAPOM. PORHTeNH MaTepH M Bee AAPYTHE POJCTBEHHHKY
380pobsl. CBeeHHA § GMONOIUYECKHX DOAHTENAX MyXKa OTCYTCTBYIOT
(on ycerosnen). PenoTun MyXa: BOJOCH Kypyashie, HOFTH paccJaH-
BAIOTCH, 3y0ut MeNKHe, SMab 3y60B ToHkas. PeHOTH A0YEPH: BOOCH
KypuaBHe, JIHHHHE 33THYTHe PeCHMIIH, 3YOH MesKHe, UIMPOKO Pac-
CTaBAeHHbe, TIPOPESHIBANNCEH C GOMBIIHM ONO3JaHHEM. :

Hapucylite ponocnosryio ¥ npoaganusupyiite ee. MoXHO JH ZaTh
CynpyraM OfHO3HauHLIH oTeeT? Ecsiv HeT, 70 nouemy? UeMm MOXHO
OGBACHHTD PA3HYIO CTEleHb BRPAXKEHHOCTH 3a60NeBanHs ¥ OTHA H A0-
YepH? YUMTHBaA HEeHOTHAN GOMbHEIX ¢ BOMOCO-3y6O-KOCTHMIM CHiivDO-
MOM, BO3MOXKHA ¥ NPEHATANbHER AMATHOCTHKA NPH 3Toi Goje3aHH?
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Puc. 3. PorocsiopHas ceMbi, HMeotied GOMbHBIX AXOHAPONIasHed

* B Pe3y/IbTaTe HOBLIX (CMOMTAHHBIX) MyTaUMil B raMeTax 310POBEIX
ponurenei. Hanpumep, npuumHodl axouaponaasus (menponop-
UHOHAJIbHAA KapAUKOBOCTH) B 80% sABMRETCH PHOBH BOIHHKILAK
(crioHTaHHast) MyTauMs B raMeTaX OQHOrO M3 pogHTeei:.

Ha puc. 3 npusenena pofoc/i0BHAN CeMbH, B KOTOPOK €CTh GOIbHbE
axoHaponnasyer, O6bacuure, nouemy Goawha 1l 3, secmoTpa Ha To,
4TO B NPEALAYIIHX ABYX NOKONEHHAX BCe POACTBEHHHKH GBI 340pO-
8u? Hanuwmte renotunsy I3, 111 4, IV 3, IV 4. Kaxkopa seposraocts
poxcenus GoabHux neteit y IV 1 u IV 4, ecim ux 6payibie napTHeps
3noposu? Hanuunre cxemu 6pakos IV I n IV 4. ‘

3aganume 14

Ha xoucynpTaumio wanpaeieHa GepeMeHHas MyMKCKHM ILTOAOM Mo-
nonas, 300poBas eHUWHA, Ee BOAHYeT BOMPOC: KAKOB PHCK PONIEHHS
y Hee GoabHoro peGenka. Ee nepsmii pebenox (cuiH 5 jer) Gosen
c. Mapdana (ren B 15921). Juarno3 nocTasneH Ha OCHOBAHUM K/AHHY-
YeCKOH KapTHHBI: BRICOKHI POCT, Mayusd Mafblb!, FHITEPTIOABHKHOCTE
CycTaBoB, GAHIOPYKOCTb, TOAYGHE CKAEPH, CKOMHO3. ¥ GepemeHHoil
MEHIUMHH ronyOuie CKAepul W He3sHauuTelbHaA Gauzopykocts. Ee po-
OQHTERH! OTELl 3A0poR, JNOPOBBL €T0 PQAHTENRH H Op. POACTBEHIHKH.
Y marepn cnaGo BupaXKeHHHE CKOAHO3 M GJH30PYKOCTH. Y oTia Ma-
TepH 3MpHU3eMa Nerkux, GAU3OPYKOCTH, OTCRONKA ceruaTki. Marth



matepu (nipababyuiKa GonbsOro CLina), Cynpyr Sepemennoh KeHuuns
M €ro PONHTEAH 3ROPOBH.

Hapucyfite ponocaossyio 6epemertoil xenurHb. Onpeneaute Taf

nachefosanua c. Mapgana. Hanuwnte renorunsi GOJbHbIX “1eHOB
cemby, GepemeHuoN KeHUMHE H ee Myxa. Hamwmute cxemy 6paka
npobanna. Busucante puck poxaerus 6oabHoro pebenka. ObbacHuTe
pasHYIO KAMHMYECKYI0 KapTHay C. Mapdana y Bcex GonbHbIX RaHHO#
cemeu (1aba. 5).

3ananue 16*

B cembe ueTsepo gerell: CTApWIHE BA CHIHA — Gruaneunt (22 roza)
4 jBe Aouepd. Y OEHOrO H3 CHHOBER KAHHHMECKHM AMarHOCTHpOBaH
ocTeoresies Heconepuienbih (okazusaums rena 17g21) — moHorenHan
Goseatts. OCHOBHEIE CHMUITOMH: NOBHIIEHHaA JOMKOCTB Kocied, ro-
Ay6bie CKAepH, orockAepo3 (CHHXeHHe cayxa), eAHTapHbE 3yOHI».
Y waagmeh povepu (6 her) eAntaphme 3yGui» ¥ rofyOue cKnepbl.
Crapitian AOMb, OTSIL W €70 POACTBEHHAKM 350poBH. ¥ Matepy roxyGue
cuaephi, nocre 20 Aet cHHINACA cayx. ¥ ee MaTepH (6at6yuiku aered)
roayOuwe cKAepH, CHIKEH CAYX, 3y0ul «AHTApHbLIEs PAHO BHNAAY. 3no-
poBWii C'Y XKeHaT Ha SNOPoBoR enunie (310POBH Bee ¢e POACTBEH-
H4KH), KOTOpad xaer pelenxa,

Pazauyaior yeTuwpe THIA HECOBEPIIEHHON) OCTeOreHesa (1, 11, i,
IV). Tur | uMcer fo6pOKAUPCTREHHOE TeYeHHE, HACACLYETCA MO Al
yuny. Tun II suaniaer cMepts nopopoxaennux. Tunu I u IV Hacae-
ayworca no A-P Tuny. IleHeTparTHOCTE pasiiHadA, SKCNPECCHBHOCTD
papbupyoutas. Boamoxre npesataapian ARArHOCTHKA {ecan umesoTcH
nepesoME ¥ BCKPHBREUNS Kocred)? ' '

Hapucyfite poaocsosiyio & npossasusupyiire ee. Onpenennre Tus
HSCACHCBakNR Sonesssu B Asuirofl cembe, resordnu GANIHENOB, HX
sasmiiedl cecrpu, Matepi, Galymixy no Awneu Marepu. Hanummure
exeMmy 6paxa SAOPOBOTO CHNA H 810 JXeHk, BuMHCAHTE PHCK POXREHUN
y HHX GoabHOro peGenxa. O6bACHHTE, MoveMy Gausuen Sonpuoro Gpa-
T4 3M0POB. ) '

3aganue 18*

MpoGaun ~ KAHHAYECKH INOPOBAR GepemeHHAN NEHIUHHE, HMeeT
ORHOTO 3IOPOBOTG CHHE W OAHOrO GOJLHOTO TEMOMHIKER H AaALTO-

ih
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Tabauya 21

48

Fuex X~cliefieHHore 3a60/eBaHHA ¥ NOTOMCTRA

X-P THN BacCAENOBAHHY
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Tan Opaxa

L4 ]

uusmoMm. Ee maamuag cectpa B 6pary 310poBh, a fBa CTaplisx 6pata
6oabie abouMH 3aboseBaHHAMH. MaTtb M OTen npobasfd 3IMOPOBH.
Babyika No MaTepEHCKON JHHWM 310p0Ba, a feiywka Oblt Gonex
reMopuanest u AanbroHE3MoM. Cynpyr npoGanna W ero pouTenH 3a0-
posul. Kakosa BeposTHOCTS pOX/IeHNs GonpHOTO pebeHka?

HapHcyfite pofocAiOBHYIO, ONpefielHTe THI HacxeloBaHHA abone-
sanuit, K10 U3 4aenoR cemed SBAACTCR OGAWFATHON TeTejloanroToH,
kto — dakyasratusoi? (OrBeT nuiNTE B COOTBECTBYIILIHX CHMBO-
Aax = puc. 1). Kro u3 mysxcun ssnsercs remuaurotoi? Hanmumnre
cxemy 6paxa (KpOCCHRIOBOp OTCYTCTBYeT).

anaune 17 .

" BonbHbte 3KTOfepMATLHON JHTHAPOTHYeCKOR HUCIAA3HEN ¢ pacie-
smsoh Ty6u! u HeGa (Trn Panna-Xomskuua, Hacaenyetest tio A-Jl runy)
M INTOfEpManbHOi DHCILIa3HeH aHTHAPOTHYECKOH {c. Kpucta-Cumen-
ca-Typeta, naciefiyercs no X-P THIY) HMEIOT CXOAHBIA PeHOTHI {ruo-
FHIPO3, KOXa CYXam TOHMKas, FMADTPHRO3, pacmenuta ry6et u neGa,
runotagasis ayGos W fp.), ute darpysuset mdidepeHiMaALEY0 aHar-
HOCTHRY ¥tux Gosesweil. Ha pue. 4 npuseneHs exeMbl PIROCTOBHAIX

Cemon 1 Cemon 2

1 Q@ | o

!

Ozi | |

v v
Ve T Vol
/\ /\
\V | \/,

Puc. 4. PonocnioBHule ABYX cemedl, B KOTOPHIX €CTh GObHEME
OfHOH H3 qaopnfmrnnpomuecxoﬁ 3KTONEPMATbHOR AHCNRAINEH

17



Asyx cemedt. TIo xiuHH4YeCKOR KapTHHe Yy BceX GosmbHuIX o0ekx ceMed
aHrHapoTHYEeCKan aucinasun. Onpemesmute, Xakoi (opMOR aHTHApo-
THYECKOM astcnnasun GoapHE uNeHn cempd / u 2. Onpeslensite, KTo H3
WaeHoB ceMedl Apasercst 0OAHraTHON M (AKYJbTATHBHOA I'eTepOauro-
Tol. Kakora BeposiTHOCTS poxcieHus GOABHHX AeTed y npoGaHfa Kax-
Roft cemby, eCJIH UX GpauHble NapTHePH 3A0POBLIE?

3anaune 18

B ceMbe Tpoe fereil; maagluas DOYb W CTapluHe OAHIHENHW — A04bL
M CHIH. ¥ CBbIHA Pe3KO BHIpAXKEHHbe MEXMa/AbLieBHE NepenoHKH. ¥ cec-
Tep NEPeNOHOK MEXAY NanbliaMi HeT, ¥ OTLA STHX AeTed TIePensoHKH
ci260 BhipaXKeHBl, Y MaTepn, 6abymixku H Jefywku feTed no mare-
PHHCKOH AHHHA M y 6aGyLIKH ReTell Mo OTUOBCKOH JNHHHH NEPENOHOK
HeT, Y HeAyWIKH feTell MO OTHOBCKOH NHHMM M ero fBYX Opartbes
HMEIOTCH MeXIanbllephie NEPEToHKH.

Hapucyiite popocnoruyw atoit cembu. Oupenenurte THI HACAeRO-
BAHHA MeXNa/MbUeBHX NepencHoK. UTo XApaKTepHo Aas HAaHHOR Pofo-
ca0BHOM? Hanuiuute reHOTHNW 4YNEHOB CEMbH, MMEOUIHX ‘MeXNalb-
LeBante nepenoHkn. OnpeaeanTe BepOATHOCTL POXKAEHHS GONBHAIX fe-
Te#t y 6av-Heuos, ecam ux Gyayue Gpaudune napraepsl OyayT 3zo-
poammu, [lodeMmy y nodepu-6aH3sHena oTCYTCTBYIOT NEPETOHKE MexRy
nansuaMu? ‘

3agaune 19
Ocobennocmu podocaosnoix npu MPb

Ipu cpagmveckom 13oOparkeHWH POZOCNOBHHIX, B KOTOPHIX aHa-
NMKH3Hpyercs HacnepoBaHHe M®DB, cumpBonaMi 0TMEYawT He TOAbKO
Y/IeHOB CeMbH, CTPARAIOLIMX aRaANaHpyeMoH Gone3HBIO, HO U TeX, ¥ Ko-
r0 MMEIOTCS M3BECTHEE 1 RAHHOH Goseaii MapKepisie (MOHOreHHEE)
NPHIHAKH,

" OsnakoMbTeck ¢ ponocaosnod (puc, 5), B KoTopoRt ecTh GoJbHble
nspennoft Goneannio 12-mepcTHoR wwmxK. OOGpature BHUM2HHE HY
0COGEHHOCTE H306PaXKeHHA CHMBOMOB GOEIHH W MADKEPOB Y OMIHOIO
W Toro e uneda cembd. Mag koro (IV 2 wam 1V 3) puck 3abonets
R3BEHHOA GOJsieanbio '12-nepcTHOA KWK Buine? [To 9MNHpHYECKHM
JAHRBIM PHCK LR PONCTBEHHWKOB I-i crenemn porcTsa pased ~ 8%.

18
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Tabauya 20
1/4
1/2

lomozmrota

(AA}, 6oapHu

B eHoTHNAMH
FeTeposvroTa
(Aa), GomsHE

1/2

/2

1/2

Uacrora feTel ¢ pasHBIMU FeHOTHIIAMH

Tomozurora
(aa), azoposn
1/2
1/4

pooHTeaei

Bropoeit us

" ponuTenel
aa — ajopon

az — 3AOPOB
aa = 3zopoB

AA - ﬁonen.

Puck 4YTOCOMHOT0 3a60J/1eBAHHSR ¥y NoTC.ACTBA

&

OnHH H3

posuTenel

A-JIl ™an macaezosauus {nmeserpaurgocts 160%)

TFenoTunw ¥ QeHOTHNN

aa ~ 3mONoE
Aa — Sogen

AA - Gosen

Gpax; * — peaxmi1 (ocoﬁenuo aaxaa npn A-P-tune) uan HesoamoxHui Spax (ecnn AA

HEMHIHECTIOCOGHK ).

}

® ~ THNIHYHHH

~ Tun Gpaxa

+ IB—@ |AA - 6onen

0 il
1 2
. I
' . r 72 3

Puc. 5. PonocnosHan ceMpH

CuMBOLL:
Ij H3pennan Gone3Hb [1,12,13,14 = ymepau & 75-90 ser
12-THIEPCTHON KHUIKH (si3Bennon Gonessu He GHIO).
' r II 2 — 6onen ¢ 40 ser AasennoR
acTpuT _ 6ose3nLI0.

HI 1 — Gosbka ¢ 35 feT AIBEHHM
AYANEHWTOM.

Rh+ E] rh~ IV 1 = 6onen c 18 ner racTpHTOM.

@ Hapeuuntit ayaneHnT

3aganue 20

Boasure poto-nHue-nansneskM cusapomor (PI c.) vun I v un I
HMEKT CXOAHME (eHOTHNH (HOALYATOCTD N3BIKA, MHOXKECTBEHHBIE
Y3eUKH SI3NKa, PAcIeTHHH Ty0sl # Heba, aHOMAaJHH nepegauX 3y6os,
acCHMMETPHYHOE YyKopouerwe nansues H xp.). PJITT ¢. tun 1 racae-
ayercs no A-P, PJII ¢. tan 1l = no X-JI tuny {nopaxennse nions
MYXCKOFO N0/ NOFHGAIOT BHYTPHYTPOGHO).

19
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Puc. 6. PogocnoBHue ABYX ceMeil g §. E
g%
g
 Ha puc. 6 npusesens poocJonHHe ABYX ceMedt, Wueomme Goib- : & _
ueix PJITT . Onpenensire THNE HAC/eN0BAHHA PJII] chHzpoMa B Kax- 5| & =
ROt ceMbe. 5 e
0 4
B cempe 1 : | fm
Hanuwnre resotunm 11, 12, 111, 113, I14. O6pscuuTe, nodeMy = g
B ceMbe ' GOAEIOT TOJBKO JHUA XKeHcKoro noaa. OnpeaennTe BEpOAT- L% ¥
HOCTb pOXKZeHHA GonpHux 7eteqr y I 2, 113, ecan ux Gpaunue
naptHepy GYAYT 310poRH. =
>
B cemve 2
Hanmoure resorvns 11, 12, 13, 14 ¥ npo6aupa (111 2). Kro ua 58 § £
YNeHOB CeMbH ABANETCA OONHTATHORN, @ KTO — (aKYJILTATHBHOR reTepo- ‘E} ‘Ed. = &
suroToit? Onpenennre BepOATHOCTD POXACHHA GonbHux aetedt y III ) 5 E §
¥ npoGaHna, ecnH ux GpavHue fapTHeph GYAYT 3ROPOBHL. ' TR
3aganue 21* : =
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3. Hpewmniautaumonnast nuarHoCTHKa (PR SKCTPaKOPNOPANbHOM
ONAONOTBOPEHHH ).

B nacrosimee Bpems ¢ nOMOWILIO AMHHOLEHTE3Z MOXKHO Y IAOAA
RHATHOCTHPOBATE BCE XpoMOcOoMubie G0]e3HM, GOMbLIHHCTBO TeHHbIX
GonesHel OBMeHa BEILECTB, HECOBMECTHMOCTb MaTepH M [UIOA RO
rpynnaM KpoBH.

B ta6a. 19 smakoM «+» yKaxuTe, KaKoH MartepHan HeoBGXOAMMO
B3ATh y GepeMeHHON JKEHWMHLl, YTOOH MCCAefoBaTh, eCAH Y TJI0AA
110R03peBACTCSA OAHA K3 YKA3AHHWX HacJeNCTBeHHHX Gonesne

3amasne 48%

[Ipuseante npumepn: HachencTBeHupX Gonesuei, MIPH KOTOPLIX:

a) PACK POXKeHHA GOABHOTO pefieHKa HU3IKHH, MEIHUHHCKHE NOCHea-
CTBHSA 3HAYMWTEJbHHIE, NpEHATAAbHAA AMATHOCTHKA HeaddeKTHBHaA
(manosdpderrnsra);

G) PHCK BBICOKMH, HO MeMUHHCKHE NOCAEACTBHS HE3HAHTE/bHLIC
{#erko mompawTCs Koppekunu);

B) DHCK BHICOKHH, MeAMUHHCKHE NOCAEHCTEMS 3HAYHTeAbLHLlE, HO 3¢-
(heKTHBHa NpeHaTaNbHas AMarHOCTHKA. '

3aganue 49

Puck {(sepoamuocms) poxdenus demed ¢ monozennoil Goaeanbio
8 3QBUCUMOCMU OM MUNA HAcAedoBaKus u muna 6paxa

Osnakombrech ¢ Matepuanom 1a6a. 20 u 21, cocrapieHHHX Ha
OCHOBe 3aKoHOB Menneas,

O6paTHTe BHHMaHHe, YT eCTb GpaKy:

* THAHYHEE (B 3THX Gpakax MOryT poEUTHCH GOJbHME AeTH):

* peskue (B 5THX 6PaKAX BEPONTHOCTh POMAEHHS SONLHEIX feTeilt
MHHUMAaNbLHAS);

* MaNOBEPOATHEIE WM HEBO3MOXHEE (AHHAZ ¢ TAKHMH reHOTHMNa-
MH DEAKO BCTPEYAIOTCH B NONMYAAUKK, KIH He BCTYNaoT B Gpax,
HAY He IIANHPYIOT POXKAEHHE AeTeil).
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I

Puc. 7. Po,uocnoauaﬂ CeMEBH C THREPKEPATO30M JIAAOHHO-IOACLIBEHHEIM

I 4, 1 3, I 6, IV 2. KT0 13 yieHoB ceMbd ARJRETCH OBAUTATHOR, KTO —
dakyabTaTHBHON reTepo3HroToi? ONpeaennTe BEPOATHOCT POX/ACHHSA
Gosbhbix aete y IV | n IV 2, ecan ux OpauHble mapTHeps 3noposule.

3ananue 22

Tnazo-sy6o-nanbueswit cuuapoM (A-J1 Tun HacilesoBaHHf) M CHH-
apoM Jlena (X-P THn HachemoBaHHs) TPyAHO AMddepeHUHPBATS [0
KIKWHAYECKOR KApTHHE, TaK KaK MMeIOT DS ORMHAKOBLIX CHMIITOMOB:
MHKpOdTAaNbMHS, AepOpMALHS NAALUER, YACTHYHAS aneHsTHA K Ap. s
anepeHUHaTbHONR HATHOCTHKH HEOGX0AHMO HapHCOBaTs POROC/OB-
HyW 60bHOTO B HPOAHANHIHPOBATD €€,

B Tabi. 9 3HaKOM «+» OTMETbTE OTAHYMTEJBHHIE NPH3HAKH Paao-
COBHLIX NPH F1a30-3y60-NanbueBoM CHHApoMe | ¢. Jlenua,

3. HTHTOTEHETHYECKHN N}ETOJI

3aganue 23

Hsyunre no 7Tabn. |Q untoreHeTHuecKkHe MeTONb AMATHOCTHKM
XPOMOCOMHEIX BonesHel. KakHe H3 HHX ABJAIOTCA 3KCAPECC-METONAMM,
KakHe flaloT HanGohee NOMHYK HHOOPMAUMIO O CTPYKTYpe H uHCAe
XpOMOCOM? ‘
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- Tabauya 9

IIpusHaxu

Tnaso-syGo-
naaplens# c.

AL

¢. Jienua
X.p

BonewT JAHua KeEHCKOTO H MYM-
cKOrg nona '

BonewT npeHMyLIECTBEHHO JAHUA
MYIKCKOTQ mosa :

BospHbe OTell ¥ MATh NEpefginT Na-
1070THY. el 04ePAM H CHROBbAM

'BonpHag MaTh nepefaeT NaTonOTHY.
re”H ChHOBLAM .

3noposaq reTepo3HroTHaA MATh me-
penatT NaToOROTHY. el l_:unomal

Bosutbie. pacnpeseasioTcs B PoRo-
CAOBHOM N0 BEDTHKANE

Boashule pachpeneasnIcs 8 poAs-
¢A0BHOM 110 ropHIOHTRAH

Puck 3aGoseTs mps# THiaHOM Opa-
Ke papex 50% cpeau ncex Boamox-
Hux peredt

Prexk 3aboneTk NpH TRNRUHOM Opa-
Ke paBen 25% CpefiM BCEX BOSMON

HuIx geted :
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11-20% — nosmeHHMWE cpefHel CTererH;
Gonpiue 20% — BHCOKHIL

Mpumepn HarGONee THOHUHEX PEKOMEHAALMHA-COBETOB KOHCYILTH-
DYODHMCR: : _
1. Bepemennocms MONKHKO NAGRUPOEAMb UAL COXPAHUMS UMEND-
giyrocn, ecau : _
e DPHCK pOXAEHHA GojbHOro pebeHka HUIKHF, MEAHLIHHCKAR ¥ CO-
' HMaNbHbE MOCASNCTBHA HeaHaurTembusle (Kan ferko NoKRAKTCH
xoppekunH), s¢dexTusna/HespdexTHBHA NPEHATRMBHAA AHar-
HOCTHKE; '
e DHCK BHICOKMH, COLMANBHEE H MEAMUMHCKME MQCACACTBRA 3HA-
yuresabHble, HO 3PPeKTHRHA NpeHaTANBHAA AHATHOCTHKA,
e DHCK BLICOKHH, HO COMMA/bHBIE X MEAHUHHCKHE NOCICACTBUA
He3HauuTeNbHEE, IPEHATANBHAA AMArROCTHKA SddeKTHRHA / neadr
exTHBHA.

2. Bepemennocmo e PEKOMEAGYEmMcR RAGRUPOBAMb, UMENOULYIOCA

Ayuuie npepsams, ECAL,

e DHCK HH3KHR, HO COUHANBHEE H MENHUMHCKRE NOCACACTBHA 3Ha-
uyte/sHite, NPEHATANLNAA AHATHOCTHKE HE(PEKTHBHA HIH Ma-
AcaddexTrana; : '

e PHCK BHICOKHS, COUMagpHule M MERMUHHCKHE NOCHSACTBMA 3HA-
YHTe/IbHLIe, NPEHATANBHAR (HATHOCTHKA HES(peKTHBHA,

HeoSxoavMo NOMMNTD, TTO Bpad TOALKG AaeT 0B0CHOBANHBIA coBer,

OKOHUATE/bHOE PEfeHHe NPHHHMAOT PofHTend (KaK npasuio, XeH-
UHHA), :

3ananme 47%

O3HIKOMBTECS C OCHOBHWMH METOAAMH TPeHATANBHON AMArHoC-
ruxnt (T1.J1) nacrepcteenutx safonesaind ® UX HCROALIOBIHKEM.
1J1. ~ xoMNAeKe MeTOAOB, NOSBONAIONIKX TOCTABHTH AMAFHOS A0
poxaenns peGerxa. OCHOBHBIE HS HHX:
1. Heuusaanenue: Y3U.
2. WupasusHale: KCCAEROBaHHE AMHHOTHUECKOH MHAKOCTH H KNETOK
B Hell. HecneloBaHKHe KAeTOK XOPHOHA, MPYTH KPOBH T/IOAA.
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3ananue 48
O3HaKOMBLTECh € OCHOBHHMHM 3Tanamu MIT KOHCYALTHPOBAHMA.

1 aman

Yrounenue anarnosa. Ilpu stoM HCmoab3ylTCS HE TONBKO KIAHHH-
YeCKHe W NMapaKaHHHYecKHe METO/H, HO H COOTBETCTBYIOILHE reHeTH-
yeckye (ragn. 3, 8).

2 aman
ITpornos noTOMCTB2 — ONipefe/eHHe TeHETHYECKOIO PHCKA POXKIe-
Hus foAbHoro pedelka.

o [lpu monoreHuslx Gosie3Hsix pacuer PHCKa OCHOBEIBAETCS Ha re-

HeTHYeCKHX 3aKOHOMEPHOCTAX. Ec/nu reHOTUN poaMTeNelt M THN
Bpaka H3BECTHB, MOXHO BOCTiOAb30BATLECA TabantaMu (rabn. 20
u 21). Tlpu A-P tune HacaeZOBAaHHA HEOBXOMMMO y4ecTh BEpO-
ATHOCTHL revepoaurotHocTH (rabn, 6), npr A-Ji Tene nacaeno-
BaHYs — (IeHeTPaHTHOCTb U SKcnpeccHBHoOCTH {Tabh. 5).

o Ilpn xpomocoMHmX Gomesnax u M®PDB puck onpepeasior no
H3BECTHHIM 3MIHPHYECKEM faHuuM (1a6a. 25, 26). Han MOB
HEOGXONHMO TaKMKe YHECTh CTeNeHs POACTa mpobanja ¢ 6oJb-
HEM PORCTBEHHMKOM. Ecsin Heo6XoauMan VRQOPMaLMA O KAKOH-

an6o MPB oTcyTeTBYeT, TO A1 POACTBEHHHKOB €PBOH CTENEHH

POACTBEa DPHCK paBeH KBagpaTHOMY KOPHIO H3 4HaCTOTH BCTpe-
YaeMocTH 3TOro 3abu/IeBaHHR B nonyJaauMH.

3 sman _

OfbacHeHHe KOHCYJARTHPYIOIMMCR, UTO O3Hayae? UMGpa BHC-
NeHHOTD PHCKa, ¥ Azya MM HauGosee PRALMOHAMLHOK PEXOMEHRAUMH:
NAAHAPOBATE WM HeT DOXKNeHHe PefeHxa, COXpaHUThL HAH NPEPBATH
. 6epemexnocts, TIpH STOM Bpay-reHeTHK yWHTHBaET He TOJMbKO CTeNeHb
pHCK3, EO ¥ MENMUHHCKHE M COLHAaJbHLiE [TOCAEACTBHR DOMACHHA
GoALHOTO peleHKa, a TakXe 3QHEKTHBHOCTh NMpPeHATANBHON XHArHOC-
THRH UPH Rannoit natonorsn (taés. 19). .

OuenKa cTelleHu PHCKA poXReHHA GONBHONO peberKa:
8o 5% — MH3Kul pHek;
6-10% ~ noBhWeHHNHA NETKON CTeNeHH;
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Tabauya 10

LIy ToreHe THYECKHE METONH!

Viccneropanse HHTep 23X

Hcenenoranwe MeTadasHuX

XPOMOCOM XPOMOCOM
Onpeneaenune Onpeneaenne | PytHHnod merton | MeTton padde-
X-xpoMaTHH2 Y-XpOMaTHRZ | OKpawusaHus PeHLHANLHOTO
(r. Bappa) (F-reasue) Onpenenense OKpalLIMBAHAR:

KONHYecTBa H Q.G R
(oxpaumsanne  |(oxpamusanme | = - npy-
HeduToopecleHT- | GMIOOPECLEHT- Hiinemnocm WaenTudpukauns
HLIMH HAK GO0 | HRIMH KpacHTe- XpOMOCOM, HAEH- BCEX XPOMOCOM
pPeCLEHTHBIMH AMH) THQ)HKauH;l ) (no ocobennoc-
KpacHTeasnmMu) 2.3 9 16 " |Tam nomepeu-
Y’-xp;mo‘com ! HOWl HcuepyeH-
HOCTH)
HecnenayeMeie kaetwH

Yaine sHe KyAbTHBHpYEMbIE

— Ka. causucroft porosoit mosiocTH
— dnbpobnacTH KOKH

- K5, aMHHOTHUSCKOR MUAKOCTH
-— Kn. sMOpHOH2 W XopEOHE

Yamie KyAbTHBHDYEMule

= JIMMGORKTH KPOBH

~ PubpobIacTl KOXH

— Kn. aMHHOTH4eCKOR AMUIKPCTH
= Ka. smGproHa u xopHOHA

-~ Kn. aonocasHodl NYKOBHUK

= Ka. KCCTHOTD Mosra

= PenpoAyKTHBHBIE K.

- Kn. onyxonu

3anauue 24

QanakombeTeCh € HHMENPHBEAEHHLIME OCHOBHHEIMM NOKa3jaTCAAMH
K DHTOTeHeTHYCCKHM HCCHENOBAHHAM,

1, Hecnedosarue X- u Y-xposamuna
» Hapymenue nonoBoit MH(dePEHIHPORKY ¥ AeTel H B3POCAbIX;
s nogosperHe Ha c. lllepemenBckoso-TepHepa HaH c. Knaiindens-

Tepa;
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e IepBHYHaA ameHOpesi, no3fHee/paHHee NOJOBOE CO3peBAHHE
C YMCTBEHHOH OTCTaJ0CTbIO;
y MaTepei, HMEIOIHX feTed C aHOMAAHAMH NOJIOBLIX XPOMOCOM;

e y MYX4YHH, cTpajalontnx OGeciiofneMm, HEJAOPa3BHTHEM BTOPHY-
HBIX NIOJOBBIX NPH3HAKOB,

2. Heeaedosanue xapuomuna

e y BCeX Jauu ¢ patoaoruedt X- vaw Y-XpoMaTHHa;

Y AeTell ¢ MHOTOYUCAEHHBLIMH NOPOKAME PAIBUTHS,

e y JKEHUIHH NPH HaJMYHR COOHTAHHKX a6OPTOB, MEPTBOPOXNKIR-
nui, fereit ¢ BIIP u xpomocoMHON natosornei;

s y IVIOA2 XeHIUMH ¢ BHICOKHM PHCKOM POXIeHHA pebeHka ¢ Xpo-
MocOoMHOW naronorueii {pospact memnuHm 35 ¥ Gosee neT,
HaJnupe ¢0afaHCHPOBAHHOR TPAHCAOKALKH, NPHUBLIYKLIE BHKH-
ABILHE H MEPTBOPOMKIEHHH).

3apanue 25

3anonnuTe Taba. 11. 3aBHCHMOCTH KosdecTsa X- W Y-XpoMaTHHa
OT KapHOTHNA. _

Hanuirite cxempt GpakoB, NPH KOTOPWX MOTYT PORHTBCA [eTH
¢ kapuorinamu 47, XXY; 45, XO; 47, XXX,

Tabauya 11
Kapso- Hopwma, KoauuecTso Crivcof onpeneneHHA
T™HR ::::;};2: X-xpoMa- | Y-xpoma- | X-xpoma- | Y-xpoma-
) THHA THHA THHA * THHA
46, XX |
46, XY
47, XXY
47, XYY : \
45, XO ‘
47, XXX |
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8. METHKO-TEHETHHECKOE KOHCYJbTHPOBAHHE,
RBPEHATAJIBHAR JIHA_I'HOCTHKA

Llent meaMKo-TeHeTHYECKOro KoHCYabTHpoBaHus (MIK) — npe-
AYRpPenuTh POYKAEHHe pefeHKa ¢ HacqeAcTBenHol Narosorueil (8 nep-

: BYIO Ouepenr — Hekopperipyemuix BIIP, npusogsmux K ¢H3Hueckoil

HJI‘H/ ¥ NCHAMSECKOR HEHOJ}HOHBHHOCTH).

3agauun MI KoHCYNLTHPOBaAHWA!

® NpOrko3 NMOTOMCTBA B CeMbsX, TAe ObLA, eCTe WJR npeAnofara-
eTcsl poXKAeHHe pefeHKa ¢ Hac/eACTBEHHOU NMATONOTHEH!

+ nomows pofuTensm (KoucyapTupyoUMCs) B Beibope HanGonee
DALtHOHAMBHOTO NPOoPHAAKTHIECKOIO MEPONIPHATHS;

* NOMOLIL BPAYAM B NOCTAHOBKE fHArHO3a HACJERCTBEHHON Maro-
JOTHH, eCld JAS 3TOTO TPEGYIOTCR CHeuMafAbHHE reHeTHYeCKue
HCTNEI0BAHHS,

Jlevawmit Bpay (He reHeTHK) AOMKEH 3aMOACIPUTH HACJIEACTBEH-
HYI0O NaTOJNIOrH0 ¥ [AUHEHTAa H HamnpaBHTb CeMb0 B MeiUKO-FeHeTH-
9ecKYI0 KOHCYJIbT2UHIO B CIERYIOLIHX CAY4anx:
* HaJuyHe NMoA0OHON HONE3HH Y HECKOABKUX 4JICHOB CeMbH;
¢ OTCTaBaHHe B YMCTBEHHOM H (HIHYECKOM PA3BUTHH,
» wanuume BITP (ocoGewno MBIIP);
* [EpBHYHAN aMeHOpesi, 0COGEHHC B COYETAHHH  He0pa3BUTHEM
z BYOPHUYHBIX TIGJIOBLX ITPH3HAKOB;
: e MNepBHYHOE HEBLiHAlLUMBAHKHE fepeMeHHOCTH;
* HENePeHOCHMOLTh ABKADOTBeHHWA NPETIAPaTOB;
* KpoBHOE POACTBO PollHTeXeit;
® BO3NEACTBHE HA POAMTENS MYTAreHos. S

HanGonee sdpexrupMa KOHCYAbTALAA, ecay QHA MPOROAMTCS RO
poXueHus pe6eHKa AW 10 GepeMeHHOCTH. B Mmefiuxo-reHerHyeckylo
KOHCYABTAIMIO MOTYT o6patllaTica H 0683 HanpasJeHWs Bpada JHUZ,
HeNanutHe 3HaTL NPOTHOI CBOETO TIOTOMCTBA M APYFHX POACTBEHHHKOB.
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Tabauya 18
TMpuanax {6oaeann) ' Konxopnautrocts {8 %)
MoHO3HroTHbIE HusnrorHue
GanaHems GaHIHEUH
LiseT rnaa, BoAce, KOXH, (opma (00 29
Hoca
fon , 100 \ 50
Fpynma kposu — ABO (H) 100 | 20
Al HLA 92 40
-Koco.qanocrb 32 3
PaculennHa sepxsei ryGu 33 5
BpoxEeHHWHA BHBAX Génpi 41 -3
BponxuansHas acTMa AT 24
Caxapuslfi 11a0et - 65 18
PenMaTH3N . 6T}, 2
TySepuynes 37 _ 15
Kopb - 98 84
Kowmow - - 97 93 |

3apanue 45

B cembe 2 china-GAH3ReIE, ¥ HUX OFHHAKOBLIE TPYTNiibl KDOBH, UBET
raas, soJioc H Ap. OaMH U3 HEX 3abones BocmaneHHeM Jerkux. Bpady
HA3HAYMM AHTHOMOTHK — SpHTpoMHUMH. Uepes 2-3 nHs nossuaach
anfepruueckas CHNb Ha KoXe. BMeCTo SPHTPOMHINHA HA3HAYHAH APY-
roit antH6uorsk. Ocnoxuenusi He 6uino. Bekope saonen Gponxutom
BTOpofi cuH. ChenyeT JH eMy HasnaunTs SPUTPOMHUHIP ObnacHHTe.
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3amanue 26

Paspewaowas cnocoBROCMb PYMURKO20 MEMOJa 0Kpauuea-

HUR XPOMOCOM NDU KAPUOMUNUPOBANUY

B umTOoreHeTMYeCKOR JaGOPaTOPRH NPOBEeH KapHOTHNHYeCKHR
aHanu3 MeTadasuuX AacTHHOK (PYTHHHasi OKpacka) NMATH YelOBeK.
Pesyaprati cpenenst 8 Taéa. 12. 3anoaHuTte nocsennwoio rpagy tad-
nunel (3akaouenHe) M KosnuectBo X-xpomocoM. OTMeTbTe HOMep
XPOMOCOM, OMNpefessieMble NPH AAHHOM METOA¢ KapHOTHNHPOBARHA.
TloyeMy koanmuecTso XpoMocoM B rpynne C nmpeBwiaeT HODMY Y Beex
o6cnefoBaHHbIX ?

Tabauya 12
PesyisTaTh KapHOTHNHYECKOTO aHAH3a
No Koan4yecTBO XpOMOCOM Monossie 3akmouene
obcne- B rpynne XpoMo-.
HOBaH- CoMBI
HEIX Beero | Ka- | Mon
A|B|C|[DI{E|F |G| X | Y |xpomo-| pHo-
cOM | TRM
1 6|14(15|6|6 (4|4 1
2 6416|6644 -
3 64|15/ 6}6 4[5 1
4 614116/ 6|64 4 1
] 614 (15|66 [4]4 -
3apnanne 27

3navenue «nopmpemnotl GuGZHOCMUKUS NPU XPOMOCOMNbIX

Gone3nrx

BOALIIHHCTBO GOABHEX PA3HHIMK  XPOMOCOMHHIMH  $oJe3HAMM
HMEIOT PRl CXOAHMX OTKAOHERHA OT HOPMAJILHOTO (PEHOTHIIA: 3anepPXKKa
PHIHYECKOTO H [ICHXOMOTOPHOMO PA3BHTHR, 4epenHo-NnlieBbie AHCMOp-
$HH, aHOMATHR cxen'e'rg, [OPOKH CepAEHHO-COCYAMCTON, MOYeNOoNoROR,
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HEPBHOH H Ap. cHCTEM. U B To Xe BpeMR A% KOHKPETHOTO CHHIPOMA
XapAKTEPHA CROE COMETAHWE NePRUNCACHHEIX CHMNTOMOE — cBOH QeHO-
tun {cBORA «nopTpeTs).

(31axOMLTECh HA CAaiAax ¢ PeHoTHnaMy {«mopTpeTamMuy) GONBHEX
¢ pAAQM XPOMOCOMHHX Goneawed. OCpaTHre BHHMaHHE Ha KOMILIEKC
NPUIHAKOB Y GONBHX, NO3BONSTIOMMX 3alI0R03PHTL XPOMOCOMHYI0 AHO-
Manuio. Kakie MeTofibl HeOGX0AHMO HCTIONL30BATL R OKOHYATE/LHOTO
RHarHo3a XpoMOCOMHBIX GosesHed? '

Ianaune 28

OnHCaHO HECKOALKO (popM X-CUeRJeHHHX oanroppennit {ymcTaen-
Has otcranocts — YO). Hanbonee uactoik npuyunnoit YO cpean Myx-
unn (0,5-1000) sssserca cumppom ¢parmnbHoit (nomkedt) X-xpo-
mocombl (c. MapTuxa-Benn). OcHoBHEE AMArHOCTHUECKHE TPH3HAKH:
YO pasno# cTeneu, Gonuilie OTTONHPEH NS YRHNE PAKOBUEE, MaK-
poopxuaM (yBeauuerHe sudek) u 1p. XpoMocoMHBIH MapKep —~ Ha/IHUYHE
BTOPHYHON NEPeTANKHM Ha KOHUE gTuieva X-XxpoMocomu {eomkas
X-xpomocomas). [IpHumna — MyTauMa resa FRMJ, Aokanru3oBanHoro
B Xq27.3. Hacnenyerca no X-P tany.

B ceme MonoawX pogutenei {(ux pOmMTeNH 370POBH) MepBHI
peGeHOK — NeBOUKa 3MOPOBA, Y BTOPOro — MaJjb4HKa ¢. Maprina-bean
(aHarHos nocTaBAeH Ha OCHOBAHHA KAMHHMECKOA KapTHm). Kaxoi
MeToIl HeoOXOIHMO HCMOAL30BATH, YTOOH NMOATBEPAHTL AMArHO3? OXKH-
naemble pesynbTathi. HanHuinTe HauGosee BePOATHEE [eHOTHNN PORU-
Teneit u nereii. Kakosa sepoaTHOCTb, YTO caeaylowmmi peGenok Gyzet
Goser?

SaA.anne 29

LlsToreHeTHIECKHE METOAW HEpENKO HCMOABSYIOTCA B AMATHOCTHKE
KAMHHYecKHX $opM paka. Hanpumep, reHeTHUECKuM MapKepoOM XpoH«-
4EeCKOT0 MHeNO]eiKosa HBAeTCH Quaaeabduitckas xpomocoMa Phl,
KapuoTan KAeTOK KOCTHOTO MO3ra GOALHMX XPOHMMECKHM MHeso/eh-
Ko3oM 46, XX, t (9q*; 22q7) nau 46, XY, t (9g*; 22q7). leneTHuecKHM
MapKepPOM PEeTHHOOAACTOMHE (ANOKaYECTBEHRAR OMYXOKb 112" 1) HBAR-
eTcq Muxpoaedeuns 13ql4.1- ql4.2.

Kaxne uHTorereTHuecKie METOAN NO3BONRIT ONPENLNHTE Nepeyuc-
NeHHHNE MYTAnHK?
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Tabauna I7

KpecT-
HzA
TpaHe-
BAAR-
Tauus

UHeHT
HHTR-
Jdexra 1Q

TOTMIH-
puxa

DeroTiO
rnas | mosoc

TexoTRR
B

HaKo- | Hhil

BepemeH-
HOCT:

onua | gee | oum- | pas- | Flox | ABO | Rh | HLA | uper | user Bepwa- | Kosdn- ] Hepe-

Lot e
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7. BAN3HENOBBIA METOA

Baussieun — zgets, poxneHHHe OT oaHoR GepeMennocTH. Pasnnua-
10T MoHO- (M3) u ausurotunx (3) 6aKanewos.

Bansnenosuii meton {BM) npumenserca rnasHmM ofpasoMm npH
PelwIeHHH BoNpoca 0 COOTHOCUTEALRON DONIH HACNEACTBEHHOCTH H Cpe-
el B GOPMHPOBAHHH H3YNaeMOTo Npu3HaKa (6oNeal), cpaBHUBas KOH-
KOPAAHTROCTh (BHYTPHRIAPHOE CXOACTBO) H AHCKOPLAHTHOCTL (BHYTPH-
naptoe pasnnuve) M3 u I3 6ausnenos.

3axaune 41

Osnakombrech nio T26a. 17 ¢ npusnakamy, XoTopHe yatue ApYrux
HCTIOAL3YIOT NS Ofpefiefietus 3HTOTHOCTH 6nmsunenos. O6bACHWTe
noyemy. OTMeTsTe B TabJMLe, N0 KakuM npiskakaM M3 Ganznemst
umeior 100% KOHKOPAZHTHOCTS, ¢ KakuM mike 100%.

Bapanue 42

IlpeanosoxiM, 4TO B POAUILHOM AOME ¥ TPeX KEHUMH DOJARIKCH
RBOYHH: Y TIePBOH — ABe LeBOUKH, Y BTOPOK ~ KB& MAThuMKA, Y TPeTh-
el — MalsYHK H ZeBOYKA. -

Kakne Ganmaseuss {M3 wim 13} possamer ¥ xemmmn? Yto Heob-
XONHMO HCCAeHOBATH, UTONLE OTHET GBI OIMOSHNIHRLIM,

’

3anagne 43 :
B cembe MOMOZHX 3M0POBLIX POMMTENCT ¥ IREMILIHHEF HE PRI 6epe-
MEHHOCTE 33KOHYHIACH DPOKACHMEM ABYX NEBOYEK-S/HIRENLON: OJHa
3710posas, y apyroi — ¢. HayHa. ¥ neBouex ONERAKOBME TPYNITE KPOBH
(ABO, Rh, MNS), HLA, user raas u .sonoc. Kapnorun 3gopoBod
neBovkH 46, XX, SoabHoit — 47, XX, +21.
" Kague sto Gausmeum — M3 mx 13?2 Kak MOXHO 06BACHUTS pox-
AeHue GOMBHOH K 3NOPOBOH NeBOWEX B 3TOH ceMbe?

3ananHe 44 :

Mpoananusupyfite no tabn. 18 ceesewus o KOHKOPNAHTHOCTH
MOHO- ¥ RHIHTOTHRIX GIH3HELOB MO PANY HOPMAALHKIX NPHIHAKOR H 3a-
GoneBanHit YenoBeKa U ClEASNTE 3aKMIOYCHNHe, B GOPMHPOBEHHH KaKMX
H3 HHX HaCJeCTBEHHOCTL WIpaeT GOMLINYIO POJIb, HeM cpeAa M, COOT-
BETCTBEHHO, HaoloporT.
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3aganue 30

¥ MosioneX 3ROPOBHIX poaMTeneli y nepsoro pebenka c. Hayua
(knaccuuecknst Baprant). XennwHa Gepemenna u ee BOJIHYET BONIpOC,
KaKofl pebeHoK y Hee DOAMTCA, 3A0POBHI UM GOMBLHON.

Yre6u npasuabHO OTBETHTh Ha BONPOC JKEHIUHMHM, npoBeauTe
KAPHOTHIIMY KK aHanu3 MeTadasHodt naacTuakr VI M3 kieTok
xoprons nAaota (puc. 8). Okpacka pyrunnasn. OnpefesuTe KOAHUECTBO
XpoMocoM & Kdxaon rpynne. Hanmmure kapuotsn naopa.

3ananue 31

¥ IOHOWH KAMHIHYECKH BUATHOCTHPOBAH C. Knaiugensrepa. Ocnos-
HBle NPU3HEKU: THACHAIINA AUYKOB W IOJOBOTO 4JeHa, BTOPHYHbIE
NONOBLIE NDU3HAKH O XXEHCKOMY THTTY.

i noxreepnen#Hs fwarnosa NpoBeRHTe KaDHOTHNHYCCKHH ana-
nu3 (Metacpaswas niacthEka V, pe. 9, oKpack# pyrenmas) nMdo-
UMTOB KpoBH KoHowm. Onpenensre KouauaecTso XpOMOCOM B rpymnax

- H KOAHIECTRO TOMOBLIX XPOMOCOM, HanutHTe KapHOTHI IOHOIUIN.

Puc. 8. : Pue. 9.
Meradaanan nnacrunka VHI Meradasnan nnactunka V
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4. BAOXHMHYECKHE METOJbI

Buoxumuueckue meroan (B.M.} ucnomssyorca B ocHoBHOM npyu
nuddepennnanbHOi AMATHOCTHRE HACNEACTBEHHHX HADYLIEHHA olMe-
Ha BellecTs, KOTAA HapecTeH AeQeKT nepBHuHOrC GHOXMMMYECKOro
npoayKTa rexa. Yaute Bcero 3To gedext hepMenTa, a TaKXKe CTPYKTYP-
HBbIX, TPAHCNOPTHHIX GeXK0B, KAH cyOcTpaTa (epMeHTOB H NPOAYKTH
MeTabonH3ma.

3apauune 32

OsHaxoMbTeCh ¢ KaaccHHURaNHeH OGHOXHMHUYECKHX METONOB # OC-
HOBHBLIMM NIOKA3AHAMH IAA HX HCIONL30BaHHA.

CywecTByI0T KayeCTBEHHHE, KOMHYECTBEHHbIE H TIOJYKONHYecT-
BeHHBIe GUOXMMHYeckHe MeToan. OGbeXTOM HcCNel0BaHHA ABAIOTCH
KpOBb, MO4a, AMHHOTHYECKAR KHAKOCTb, MEKOHHE H AD.

KadyectseHHbe MeTORH 6oJiee NpOCTHE, HETPYAOEMKHE, HO Me-
Hee cneurdHUUHEL, K NOITOMY KCNOAb3YIOTCA AN MACCOBOrO CKPHHHH-
ra. HanpuMep, 8 pojioMe BCEX HOBOPOXKAEHHHX CKPHHHPYIOT Ha DKY,

KonnuyecTBeHHue MeToaw Gonee tounbe. Henonwaywrenr aas
CeNeKTBhoro CKpHHHHra. Tloxasanna: aeTH M3 rpynnul pHCKa, Koraa
ot (A-P uan X-cuennennoe Hacnenosanue) uau oba poaurens (A-P
THN HacaefoBanHs) obAHraTHHE reteposurotl (Hanpumep, QpykTo3e-
MHUS, reModuausg A u B, a TaKKe JIHHa, ¥ KOTOPhIX GH/IA IOMOKHTENE-
Had pedKiiMf Ha 5Tane MacCOBOr0 CKPHHHHIA.

OcHopHUe NOKa3aHUs A% GHOXHMHYECKHX MeTONOB:

e HepudhepeHUHPOPAHHAS YMCTBEHHAR OTCTANOCTH;

¢ CYAOPOXKHLIA CHHAPOM, MHIIEYHAS THNO- M THIEPTOHUA,
e HemepeHOCHMOCTH OTACNLHNX NHUIEBHX NPOAYKTOS,

* CHHYKEHHE CiyXa H 3PeHHA.

"3amanue 33

®enunxeronypua (GKY) — AT Gonesns. OcHOBHHE CHMNTOMEL:
yMcTBennas orcragocts (¥YO), paa sespomormyeckux CHITOMOB,
PHIOMHIMEHRTALMA KOXKH, CBET/Abe BOJOCH H 71233, panHHH Kapuec.
B ocHome natorexneda PKY — napywenue nepexona aMHHAOKHCNOTH
deunnanannna (PA) B THPOIUN.
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Tabauya 16

Hpyrue ocobeHHocTH

HOH CKAafKM Ha V n
Aa- | KHCTH, Y3Kas netaa Ha

I n. cronu

M2JbHOH CKNALOK JA3AOHH

OJHOH MAH

+
ABYX

+
HacTo
+
4acTo
YacTo

ync
Comikende AHCTAALHON H NPOKCH-

COnMMKeHHe AKCTANbHOA W IPOKCH-
MaABHOA CKAAN0K JafOHH

Yacto Ha|OTCYTCTBHE AHCTANDL-

(80%)

LOHAX
YacTto

¥roa atd
T (> 579
{ (< 57°)
+{108*) -
Gy
T (80-90°)
t (> 57%)
1T (>57°)
HoGasou-
Hhle t

1
?

BHEA cuer
1 (178)

4 (115)
4 (< 60)
+ (< 60}

rpeﬁﬂe-

d
?

Th

H
T
t
T

JepMatorangika npH HeKOTOPWX 3ab0/eBaHUAX HenoBeKa
THI y30pa Ha
nanbUaxX
Tocth. Buaare-
paisHo T W

Meaxobopo3ada-
TOCTh

(RyalVuVo
LVYuafn, LR
Ha IV Vo,
AaW

TlpeoSnanawumit | ¥30pu Ha
TOCTE

3atonesanme

Pacmiestnka ry6u | MeaxoGopoanya-

u deda (MyapTu-
thaxTopHanbHan)

flopons cepaia Meanrobopoagna-

kpaxas {5p~)

c. [epewercxoro- | LY wau W

Tepuepa (45, XO)

<. Knais
repa {47, XXY)

¢. [laray
{47,+13)

¢. Haywa
¢. sKomanpero

- (47.+21)



3apganue 38

Haremockonusn .
QOzHakombTech {no yqeﬁﬂon TabaKue) ¢ OCHOBHHIMH JePMATOTMIH-
(QHYECKUMH NOKAIATENNMH JAROHEH:

+ JaJIOHHbE nonyiieyxy: Th-texap, H- rnnorenap,

* TpUpamdycst: a, b, ¢, d ~ nameueswe TpHpasRycH, t = rAaBHbA
(ocesoit) Tpupanmuyc NaloHM;

» yros atd — 0SpasoBaR JIMHHAMH, COEAHHMIOLIHMH Tpﬁpajmycu 2
Ht tud B HOpMe OH paBeH ~ 57°; BCTPEWalOTCSt HECKONBLKO
Tpupaguycos (t' = 41-60°; t* > 60; t = 100-108°);

e rJasHble (eKcopHHe — crufatencHue ckaanku (Goposuw); Go-
posaa Gonblioro naneua, ascraneHas (monepeunas), mpoxcu-
MaibHas {KOCaR); MMOTKA IMCTaNbHAS ¥ NorepeuHas GoposnH
CAHBAIOTCH B ONBY — YETHPEXOANLLERYIO CHAANKY (4rIC).

Ha pepmatorsude Kuctu 3n0posoro desobexa Haimre crubatens
Hhle 60Ol JIA/IOHH: GOALUIOrO NaNbLia, KOCYH0 (K) u rionepesHyio
{I1), ocesoli TpHpanwyc. -

3amanue 39 ' *

Osnakomprech (1aGsn, 16) ¢ ocoGeHHOCTAMH OCHOBHHX JepMATO-
FAMHYECKHX MoKasaTedell NPH RekoTophix 3abonesanuax. OGparure
ocofoe BHEMaHHE, YTO NPH xpouocouﬂux Gonesnnx H3MEHeHHs AepMa-
rornubHKs Gosnee BHIPAXKEHH.

Obosnayenus, npamenaeuue B ra6a. 16: T - yne.nut!euue. i~
canxenne; UIIC — veynipexnamuyesast ckaanka; LY ~ ne'rns cmzpmas
k V nazsny; L® — neras, o'rxpu-raa ¥ I nansuy.

Janauue 40

Maanmocxonus

TNogomsennas mnorpa@na Aepua'rommtmqecm nmsue.ueﬁ
CXOHA C RAROHHOM, HO MeHee uHpopuaTHBKA. [TosToMy HCHOMmayeTCH
peaxo. XapaxTepHo HaAHYHE YIKol meTaH 1.” Ha nogymeyke V na.nbua
npH ¢. Hayna.
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11

v

Puc. 10. Pogociossas ceMsy, B KOTODOH ecTh 60abHHe DKY

Omicano Heckoasko dopM PKY, npuuHOH KOTOPHX ABAAIOTCH
MYTaLHH pa3HbIX FeHoB H WX KomOuuauui. Hanpumep:

o MmyTaius rena PAT (noxammaauus 12924, onucaso oxono 200
MyTaluit) BHaHBaeT kiaccudseckyio ®KY, npi 5ToM B KPOBH Ha-
Kamaneaerca QA, TaK KaK CHUMeHa aKTHUBHOCTD hepmenta QAT
NOAAAeTCH AeueHHIo aueTol (Mcimoderne H3 numy DAY,

» mytanps redos JITIP (4pl5) v ATTIC (11922), npu 3T0M aKTHB-
HocTs AT B npefenax HopMul; Taxas dhopMa OKY we nopnaerca
nevenuio auetod (rasnauaior BHy u BHy).

Ha puc. 10 npunejieHa poaocioBHad CeMbH, B KOTOPOH €CTh 60ab-
Hule BPKY. ¥V 111 2 u I 3 unrenrexr cHukeH HesHauMTeanHo, ¥ IV 1
u IV 3 swpaxenHan YO. Ypopenp PA 8 kpos# nosuimeH. OcraibHule
4JieHsl ceMbH 370poBH. Onpeneaste, kakol dopmoit PKY Goapuu IV |
# IV 3. Kak sto MoxHo caenath? Onpegesure renorinu Il 2, 11T 3 u ux
pered. KagoBa BeposTHOCTH poxkaeins GoabHoro pebenka y npoGauzna?
MoxHo an sequth GOJIGHEX B 9TOR cembe AueToR? Kak naswBaercs
fiBJieHHe, KOTAA NpHYHHON onHOM BonesHU MBAAIOTCA MYTalUH PasHHX
reHoB? :

3apagne 34*

Myxosscuunos — Tsokenoe A-P sabosesanue (nonynsuHomHas
yacrora 1:2500). XapaxtepHsyercd MHOMECTBEHHBHIM MNOpPaMeHKHeM

SK30XKPHHHBIX Xene3 (6poHXoB, KRILEYHHKE, NOMKENYAOYHON XKeaeanl
K np.). OcHOBHBie MNPH3HAKKH: NOBTOPHWE NHEBMOHHH, GPOHXHTH,
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Hapywesus nHeBap.uua W Ap. [lp#umHa — mytauns rema CFTP
(7931 — q32), kopupywouiero 6efoK, 06ecneYHBalOUWURA TPAHCHOPT
MOHOB XJiopa depe3 MeMOpany KJ€TOK, a, CN€A0BATeNbHO, H BOARL.
Onncavo 400 sapHanTos Myrtauufi storc rema. HawGonee wacras
MyTauns AFS08 — mukporeaeuus Tpunitera 8 508 nosuunu rena CFTP,
KOAHPYIOWIEro aMHHOKUCNOTY deHnnaaanuy. B pesyaprate Hapywaer-
CH TPAHCTIOPT BOAM H CEKPeT MKeNe3 CTAHOBHTCA BA3KHM, B CJIOHE K No-
Te yBelHYeHa KOHUEHTPALUHA HATPHA W XJIOPHAOB, Y FETEPO3IHroT KOH-
LEHTPaLUHs HaTPHA M XJOPHACB B MOTe HECKOJALKO NPEBHILAET HOPMY.

Y tenoTUnHYECKH 3R0POBHX POARTeJeH PoAWNach AeBOUYKA, ¥ KOTO-
poil K KOHIly MepBOTO FOAA KHIHU DAIBHIMCH NPHZHAKH MYKOBMCUM-
Ao3a. PoguTeneil BOJHYeT BONpOC, CAGAYET H UM M12HHpOR2TH BTODO-
ro peGeHxa, Gyaert U OH 31OPOB.

1. KakHe MeToAW reHeTHKH CAeNYeT APUMEHHTh, HTOOH MPaBHALHO
OTBETHTb Ha BONPOC poaHTeaeii? OxnaaeMue pe3yabTaTh 5THX HC-
CJIelOBAHHH.

2. Hanuwmre cxeMy 6paka B BHYHCAHTE PUCK NOBTOPHOIO pomennn
GoMbHOrO pefeHKa Yy ITHX poauTenielt.

3agaune 35

AnaTanasus ~ HaCKeACTBEHHO 0GYCJIOBACHHOE OTCYTCTBHE HIM pe3-
KOe CHHXXeHHe aKTUBHOCTH KaTa/a3hl BO BCEX OPraHax, CAIOHe M KPOBK
GonsHoro. Kartanasa ofpasyercs B nepoKcucoMax kiaertok. CumnroMu
aKaTaNa3vH: YNIOPHAA aNbBEONAPHAR NMHOpPed, aTPoUR aNbBEONAPHEIX
Neperoposok, snnasexye 3yGos, A3BeHHWA ToHsHANHT. Tur Hacaego-
Bauua — A-P, nokannaauus rena 11pl3.

B cempe Mosoamx snopoBeix poautenesi (amopobu BCe HX poa-
CTBEHHHKH) aBoe feteil: amopoBuit Mansunk (1.5 roza) u Goabuas
neBoyxa (8 net). Y ReBouKH peako BupakKeHHaR aAbBEOIAPHAS MHOpES.
ilpeanonoxMTeNbHHA AMarHos — akatanasus. PomuteneRt BoARyet
BOpOC, He 3aboheeT AN H MAABUHK 3TOR Goneanbio, H GyAyT JH ero
ReTH GoneTb (ec/i ON MEHWTCH Ha 3OPOBOR AeBYWIKe, BCe POXCTBEH-
HHKH KOTOPO# 30POBKE).

1. Kakoft MeTos HeoGXOAKMO HCNONLIOBATH, YTOOH YTOMHHT AMarHos

Gone3HH ACBOYKH?

2. UYro BAATE ¥ Hee #a aHAAHY, OXKAKACMBe PeIVNbTATH aHANMN3a?

K1}

H. NPpHMEHACTCH B KPHMHHAAHCTHKE (Hne;{’m@axalmﬁ JIUYH0CTH,
onpeneneHye OTUOBCTBA), B MeguLuHe (onpefenee 3UIrOTHOCTH GAH3-
HelOB, IMarHOCTHKA XPOMOCOMHELIX Goae3Hed, GONMbIIMHCTRA BPpOAKIEH-
HEIX TICPOKOB pasaman) B KauecTse HONONHHTEABHOTO IKCHpece-mMe-
TOZa, 4 TakkKe B aHTponoaordH. Ilpeumywectso [, nepen Rpyrumu
METOldMYM — 3TO IIPOCTOTA, AOCTYNHOCTL ¥ BLICTPOTA,

3apgauue 37

Haxmusockonun
O3HaKOMbTeCH ¢ OCHOBHBIMH THIAMM Y30POB Ha NORYUIEUKAX Nadb-
nes (yue6nran Tabauua).

HAyra (A) — oTkpuTHIT y30p, He MMeeT genbTh (Tpupanmyca —
MECTa CXOXAEHHA Tpex paanonanpaanenuux notoxoB rpe6ueit). Ha-
caenyeMocts 38%.

Meras (L) — 3aMRAyYHil C 0AHOM CTOPOHBI OXHOAEABTOBKIK Y30D,
MOXeT OHITb OTKPHT B CTOPOHY MH3HHU (LY) unu 6oaswero nanbua
(LR). Hacnenyemocts 95%.

3asutok (W) — saMmkuyTu} y3op c AByMs Tpupannycamu Ha-
caenyemocts 84%.

BosmoxHO coueranne ysopos: AL, LW. Coueraume AW ouens
peaxoe.

Y npenc-rannreneﬁ PasHBIX pac HaCTOTa NakLIEBHX Y30POB Pa3/iHy-
Ha. Hanpumep, y eponounos Esponsi # A3WK pexe BCero BCTPeYanTes
ryr (~6%), netau ~ 60-70%, saputku ~ 20-40%. Ha IV u V nanbuax
MeTAH y Jiofied, He HMEIILVX BPOMAEHHOH NaTONOrHKR, He BCTpe-
HaoTcA. ¥ fpasBliefi Ha Npabof pyKe Yalle BCTPENAOTCR CAOKHbIE
Y30pH, y seBlielt — Hao00pOT. Y XEeHIIHH MOTAH ¥ AYrH BCTPEHaKOTCR
Hane, YeN Y MYKYHH.

OfGiweit xapaxTepHUCTHKON NaibLEBLHX YSOPOB ABARTCA rpeSHEBH
CYeT — UHCAO rpeGHem, nepeceKkaeMux NPAMOH, CORRMHRIOUWIEN LEHTp
y3opa ¢ TpHpafHycoM. B HopMe cymMMapHLIi rpeGHeBhii cueT Ha

10 nanbuax pasen: y mymuus — 140-160, y menmmn — 123-134,

Ha pepmatorande KucTH 3HOpeBOro YesoBeKa onpeieNuTe THIH
Y30pOB NoAyleweK HaableB, OTMETHTE HA HMX PACNONGKEHHEe TDH-
paRuycoB H onpesennt: rpeGHennit cuer.
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Tatsruya 14

[Ipumepn HacheAcTBeHHHX GoaesHedn, AHArHOCTHKA
KOTO])HX ocHosaHa na [THP

3a6aonepanse JlokanHsaukd rexa
| 1. Penunkeronypun 12422 — q21.2
2. MyxoBrcumzno3 7q31 — q32
3. Temodpumna A u B Xq28; Xq26.3 - ¢q27.1
4. Muomucrpodus Miowenna / Bexxepa Xp21.3 — p21.1
5. PetuxoGaacrora 13q14.2
6. MunepxotecTepuHeMus 19p13.2 - pl13.1.

Tabauya 15

IMpuMep uudeKusoHKUX GoaeaHei, AHATHOCTHKa
KoTOpLX ocxosaHa™Ha [P .
Muorre Gonesun, nepenaloumeca NONOBLM NyreM (B TOM uwuc/e
XNAMBAHO3) . .

o

BHpycHute runaTHTH

3 | TyGepxyaea

o

8. NEPMATOT'JIHOHKA

Hepmarorinduxa (I.) — merox uayvenns (no otneyaTkam) xapax-
Tepa XOXHOTO penbeda NajibueBHX HOAyUIEHeK (nmmocxonuu) az-
noxed (nmaabmocxonns) H nopoms (n1antTockonua). .

LDepmarornuduieckne yaopu popurpylores K 5-6 secauam subpuo-
HaZbHOTO Da3BUTHA, HHAMBHRY&JIbHL, COXPAHSIOTCA B TeweHWe Beed
#H3uu. Hacneaywrcs no noaurennoMy Tumy.

34 .

3. Hano au npoposuTh aHANOTHYHOE HCCAENOBaHHE Y CbHa M POAH-
Tenen? _

1o pesyabratam aHanH3a ONpefeaHTe TeHOTHIL YJIEHOB CEMBH.
Hanmuminre cxemy Oyayulero Gpaka ¢hiHa M ONpeNenuTe BepOHT-
HOCTE pomfieHHS SonbHoro peSenxa B 3ToM Opake. '

Al

5. IHK-IHATHOCTHKA

JDHK-guariocTika — Haubonee AOCTOBepPHHI METOR AHATHOCTHKH
MOHOTEHHBIX HacnelCTBeRHNX GonesneRr. [lpewmymectso JIHK-nnar-
HOCTHKY 110 CPAaBHEHHIO C ADYrHMM METORAMH COCTOMT B TOM, UTO OH
N03BONAET ONpEAEAUTh NepBONpHYHKY Gonesnu (red, ero Jokaausa-
WHIO, Xapaxrep nospexaeHus). [Ips 3T0M BHRBAKIOTCH MHHHMANbLHEE
napymiedus B JHK (eamuuunsie HyxaeoT#aHbie 3aMeHbl H BCTABKH,
MHUKDOAENEUHH H MHBEPCHW), KOTOphe Ne WAeHTHPHUMPYIOTCH NpH
Apyrix meronax. JJHK-meroan ManonsBasuBHbl {ROCTATOYHO, KaK fpa-
BHAO, He Gosee 1-2 Ma xpoBH, B psme cayuaes -2 KAeTKH AW
1 montekyns AHK, nan 1 ren). IHK-meroan e Tpe6yloT NOBTOPEHHHA,
BOCTATOYHO OAHOTO 2HANN3A NPH MHIHH # RaXe NMocae CMepPTH.

JHK-puarsocTiKa HCnONb3yeTcs NPH MERUKO-FeHETHUECKOM KOH-
CYALTHPOBAHUM, PEHATANBLHOR RHATHOCTHKE, B KpHMHBamucTHKe (1an
HAeHTHUKALKH JHYHOCTH), onpese/ieHHH G10I0TUYECKOrd OTUOBCTBA,
KPOBHOTO POACTBA, a TAKMe [IPH AMATHOCTHKe pANa UHOEKUHOHHHX
saboxesannil (uccnenyiorea JJHK Boabymurens).

B ocyope GoapiunucTea MetonoB JIHK-AHarHoCTHKY NeXHT amMnas-
dixattun (ysenusenne xonni) pparmentos JHK HiH MeTOROM KNOHH-
pOBaHHE in vivo, MR ¢ noMouLs0 MOARMEPa3~HOA LenHOA peakiUHH
(MUP) in vitro.

Cyunocts amnandukauuy JHK in vivo:

1. Moayuator uccnenyemuti ren {pparment JTHK), «Buipezass ero w3
RHK cneunanbuuMy depMEHTaMH, BIK CHHTE3NPYS HCKYCCTBEHHO
Metonom obpatHo#t Tpanckpunuun (WPHK — THK).

2. Berpawsaior nostyvennwiit ren (ppayment OHK) » nnaamuny (naas-
MHAH 0612[3I0T ABTOHOMHOS pelyIHKanyed, 61arcaapsa yeMy MoXHo
NOAYUHTE MHOXKECTRO HeOGXOMMMHX KOMHA FeHNA W WX NPONYKTOR).
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Mo Taxoh me cxeme cuntesnpyoT OHK-sonam (nopMansine nam
Hecylume OnpefeNieHHEE MyTAIKK); HX MeTAT {HanpuMep, PaAMAKTHBHOI
MeTKO#) M HCIOABL3YIOT IiR OMPeAcIeHHS XapaKTepa NOBPEXKNCHNA B HC-
cnepyemuix ¢parmentax JIHK meronom ruGpuamsaumu. Ecau mcesne-
nyemutit pparment JHK rubpummsupyerca (06pasyer KoMnaeMenTapHbe
Naph) ¢ HOPMAJBHHIM 30HROM, TO B 370M (parmenTe JIHK ser Myrauumil.

Ceropusi cosgan 6aux auarsoctuueckux JHK-3onno0n (Ta6a. 13), xo-
TOpPHE HCNORBIYIOTCA B AnarnocTrke Soaee 20 MonorennuXx Goneaned.

Mponomxurenshocts aHaansa JHK ¢ WenoabsosanreMm Metonos.

KnoHuposanus pparmentos JHK in vivo ¢ nocaenyiotedt rubpuansa-
nued ¢ JHK-aonmamy ~ o1 7 fueil 50 HeCKOARKHX Hefelb.

Bonee coseptue HuM # GHCTPHM METOIOM HACHTHDHKAUNHA FreHOMa
yenobexa apngeTcA [TLIP-mnorokpardoe Konnpopanue {aMnnauKaums)
onpenenenHoro dparmenta JHK ¢ nomonwio JHK-nommepasu. Tlpu
3TOM focTaTouso hMeTh 1-2 knerky, 1 monexyay AHK, 1-2 vena uan ux
{parmesithi. Onun uuka HUP caaraerca us 3-x craamit (pue. 11):

1. meuarypanMa — pasgenense OAHOR ABYXIEMNOYeYHOH MOJEKYAH

JIHK ua ape opHoLenouedHLe; '

2. OTKHI — NPHCOGAMHEHHE MpafiMepos (ﬂ} — creuspHuecKHX

onH. JHykAeoTHnos (satpasku);

3. moctpamsanke uenei JHK.

n L
b }
1, 2 3,
AHK o -Tl'l 2 nohexynu
1 Monexyna - T IHK '

Puc. 11. Cxena aun;uqinxalﬁln JHK . .
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B urore o6pasyiorcs ase kornun JJHK, xotopuie caymxar marpuuei
AR CAEAYIOISTO LHKAIA.

Baaropapst TTLIP B TeueHHe KOPOTKOFO BPEMEHH MOXKHO aMIIM-
duuHpoate uHTepecyiommi dparment QHK B coTHH uau Munioss
pa3, uTO NO3BOAAET HAGAIOAATL aMNANGHIMPOBARHLIL YYacTOK mocae
anextpotopesa (s rene) naxe Ges npumenenns JHK-sounos.

Tlpouece aMniHGHKAUHNA NPOBOJMTCA B CelUHaLHOM APOTPaMMH-
PYeMOM TepMOCTaTe {aMnauduKaTope), B KOTOPOM 2BTOMATHYECKH Bh-
NONHRIOTCA BCe HeoGXonnmple onepanyy.

Jlis HEeHTHOHKALMY TeHOMa YeAoBexa ¢ ucnodibsoannem [P xo-
cratouro 20 4acoBs, ANA QHATHOCTHKH HHQeKusOHHNX 3a60/1eBaHRl ~
20 MunyT.

3anpanue 36

Osuaxombrech ¢ JHK-zonaamu, HcnolbayeMbiMH B JHarHOCTHKE
HacneAcTBeHHBX GoneaHedi (TaGn. 13), npUMepaMH HacReACTBEHHDBIX
{(ra6n. 14) u undexunounwx 6oaesueh {ra6a. 15), AuarHocTHKa KOTO-

puix ocHosana Ha ITLIP.
Tabauya 13

TIpumepst THK-30HAOB, HCNOABIYEMAEIX B IHATHOCTHKE
HacAeACTBCHHWX OonesHed

i

Kracrep o - rao6unosoro rena

Knactep y-, 8-, B- rn06uMOBOrG rena

T'opmon pocra

BeHUNANANMHTHAPOKCRANIE

Hrcyann
anxmwocwrnermmm
daxropu csepmsaaun xpoax VIII n IX
|Tesd HLA '

Tenisi BMMyHOTA0GYAHHOB | ]

@i~ ]|
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