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KIAUMHUKO-
reHeaJIorM4eCKmmn u
6Au3HeL0BbIA METOAbI B
MeAULUHCKOU reHeTUukKe




Nota bene!

» B TeyeHMe ropa ort
owunbok Bpayen )
norubaer nioaen 60nbme yem
OT aBTOKaTaCTpPOQ...

) (lloknag ceccun BO3)




Y BXOAA B CTENNEHBOCCKWUA YHUBEPCUTET
(IOAP) BUCUT CNEAYIOWEE COOBLUEHMUE:

«YHUYTOXEHME Nbon Hauuu He TpebyeT aTOMHbIX 60M6
NN UCNONb30BaHUA pakeT AanbHero paguyca AeincTeua.
TpebyeTcs TONNbKO CHMXXEHME KayecTBa 06pa3oBaHuA U
paspeweHne ob6mMaHa Ha aK3aMeHax yyalumMuncs.

[TaumMeHTbl yMUPaKT OT PYK TaKnX Bpayen.

34aHUA paspylwaroTcsa OT PYK TakUX UHXXEeHepoB.
[eHbrn TepsaroTCA OT PYK TaKNX 9KOHOMUCTOB U
6yxrantepoB. CnpaBegnBOCTb YyTpauMBaeTCcs B pyKax
TaKuX OPUCTOB U Cyfen.

Kpax o6pasoBaHuUs — 3TO Kpax HaLumu».




KIMHUKO-reHeasnorud4eCKkuu MeTos -
METO 4 COCTAB/IEHUA U aHA/IN3a

POLIOC/IOBHOU

y  ITarnsl.:

» a) CocTaBneHue poaoCNOBHbIX

» 0) leHeanorM4ecKMmn aHanums -
npocnexuBaHue B paay NOKONeHUU
nepenavyym NpPU3HaKoB HacneACTBEHHOrro
3aboneBaHus

y KinHuko-reHeanorn4yeckum Mero/ BBEeJ B

I koHUue IX B. @. [a/IbTOH
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PoOoC/IOBHAA — — a; e b__g
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» rpachuueckoe usoopaxeHue 3anUCU O KaXXAO0M YneHe
POAOCNOBHOMU (C Y4€TOM HanNU4MA y Hero nNpuU3HaKkoB

3aboneBaHus)
» onpeaeneHue ero poacTtiea no OTHOLWEHUIO K
npoGaHay
» Cubckl - demu odHoli podumensckoli napbi (6pambs u
cecmpbl)

» [IpobaHd - nuyo, c KOMOPO20 Ha4YUHaeMcs MocMpoeHue
podocsioeHoU (ommevdarom cmpesikou)




CuMBO/IbI B POAOC/IOBHOMN:

O




OCHOBHbIE NMPABUIA TOCTPOEHUA

Poaurenn

POLOC/IOBHbLIX.
Heru &] (5 ['_[_'] b—

» NMpobaHpa oTMeYaloT CTPENKOU  Buvki 0 O

» Pumckumu umncppamu ceepxy BHM3 0603Ha4aroT
NOKOJNEeHUSA

» 1 nokoneHue - 1 ropusoHTanbHasa CTpokKa

» bpak 0003Ha4YaeTca YepTou Mexay MyXX4YMHOU U
XEeHLNHON

» [leTn o6o3Ha4yaoTCA B NopsaaKe poXaeHUs creBa
HanpaBo apabckumu uudppamu

» Kaxabin uneH poaocnoBHOU npuobpeTaet wundp
(nanp., llI-2)
» BonbHbIE NUUA — TEMHbLIN LUBET, HOCUTESNN — TOYKa

B LeHTpe (unu 3awTpuxoBaHHanA NoNoBUHA
UMBONa)




1)

2)

3)

4)
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pO0O0C/I08HYO HaA4YUHarOmM cmpoums ¢ rnpobaHoa

Ka)xdoe rnokoJieHUe Hymepyemcsi puMckumu yughpamu
crieea om podoc/I08HOU

cumMeosibl, o603Havyarouue ocobeu 0OHO20 NMOKOJIeHUS,
pacrnosiazaromcesi Ha 20pU30HMaJsibHol JTUHUU U
HymMmepyromcsi apabckumu yughpamu crieea Haripaso

BosnibHbIX 0603Ha4Yarom meMHbIM Ueemom, 300P0o8bIX -
ceemiJibIM

Kaxgbin YneH pogocyioBHOU pacnorsiaraeTcs CTporo B

pAng B COOTBETCTBMM C MOKONEHUEeM, KOTOPOMY OH
jaanexuT!




FEHEAJIOMYECKHA AHAJINS

1104pa3yMeBaEeT OnpeieIeHHne:
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* HacheacCTBEHHOro 3apa|cre|5$ WRRIPRAA, SR a0,
AaHHOro 3aboneBanns; g Pl Rl

°* Tuna HacnenoBaHURA;
¢ CBA3KN C NONOM;

* FOMO- WIN reTepo3nMroTHOCTU nuy
POAOC/IOBHOM;

* MeHeTPaHTHOCTN NaTONIOrMUECcKoro reHa;
* [eHEeTUYEeCKOro pucKa - BEPOSATHOCTH

-)meunﬂ pebeHka ¢ faHHbIM 3abosieBaHnem!




Tunsl HacnenoBarHug 3abos1eBaHnu;

» AYyTOCOMHO-A4OMUHAHTHbIW
» AYyTOCOMHO-peLeCCUBHbIU
» X-cuenneHHbI® AOMUHAHTHbLIU
» X-cuenneHHbIU peueCcCUBHbIN
» Flonanapuyeckuu (Y-cuenneHHbIN)
» MuToxoHapUanbHbIU
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AYTOCOMHO- ‘T“
OOMUHAHTHbIU: Q 6&:&&66&1&12%?

!!!!!!
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3a6GoneBaHue cBA3aHo ¢ annenem A-

» HacneaoBaHue no Beptukanu (0onbHble B KaXAaom
NOKONEeHUU)

» My>X4YMHbI U XXeHLWUHLI OoneroT ¢ OAUHAKOBOMW
yacTtoTon (T.e. He accouMMpPOBaHO C NONOM)

» OT 6onbHOro poautena — 6onbHLIE AETU

» B Opake O0nNbLHOro naprHepa co 300pPOBLIM B CpeAHeM

nonoBuHa aAeten bonkHa, a Apyrana NofoBUHa —
3nopoBa

» OT 340pOBLIX poaUTenen PoXaalTCA 300POBbIe AeTU

p—



ona reHa ayToOCOMHO-AOMMUHAHTHOIO
3aboneBaHMA XapaKTepHbl:

1. HenonHaa NneHeTPaHTHOCTb

2. Bapuupyrowan aKCnpecCuBHOCTb

3. NMnenorponusn




[leHeTPaHTHOCTb U 3KCNPEeCCUBHOCTbL
(OBa.an — ocobu ¢ OoAQNHaKOBbIM I’eHOTVlI'IOM)

QLU0 QVQC

HenonHaﬂ neHeTpaHTHOCTb (< 100%

0000000C¢

BapbupyloLias SKCrnpeccuBHOCTb

lToHaTHA NEHETPaHTHOCTH U IKCIPECCHBHOCTH
CBSA3aHbl C JQOMHHAHTHbIM a/i/1€/IEM FreHa



Mpumep BapuupyroLlen 3KCNPeCCUBHOCTU reHa:

HecoeepweHHbIU ocmeoz2eHe3 | muna
(A-0 mun HacnedoeaHus)
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71 2 3

@ /lepennoMbl KkoCcmeu

@ CHuxeHue cnyxa

O rony6as okpacka cknep u deHmuHa




MnenoTponHoe AEeUCTBUE FreHa (15q15-q21/3):

IKTONNS
Xpycrasimka

decdopmaynn
ckenera

mnonnaszns
JIK
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HenonHas NMEHEeTPAHTHOCTbL NeHa.

Ipockok fl> ‘
nokonenusn! 1 | > 3 .

PodocnoeHasi c pemuHobnacmomou
(2eH RB — 2eH-cynpeccop onyxoneu)




Pacyer [MeHeTPAHTHOCTU I'eéHa mero4om
TPEXITOKO/IeEHHbIX Lermneu.
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Bepoamnocmo oopazosanus
AHOMAILHBIX 3U20m 75 %

Puck 3a0o01eeanus 01
HCUBHECHOCOOHO20 NOMOMCHIBA -

2/3 unu ~67%

Suzomuvi AA ne evidcuearom

AxoHaponna3susa

PacueT pucka:

MaTtb

OTteny

''''''''''''''''''''''''''''''




Poaoc/n10BHaA C NoIngaKTuimneu
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AymoCcOoOMHO-peueccugHoe

HacnedogaHue:
- Aa—Aa deHUNKeTOHYpUSA
‘ [[anakTo3zemMus
_ _ MykoBucuuao3
1M-2Aa-1ﬁ bone3Hb Tes-Cakca
n ap.

p—



AYyTOCOMHO-pELECCUBHbIW TUN HACNeNOBaHUA:

AYTOCOMHO-PEUECCHEHOE HACNENOBAHHE

» HacnepoBaHue No ropusoHTanu _ 0 Q

(MPOCKOK HEeCKOSNbKUX MOKONEeHUN) o ﬁ ﬁ"”‘“

/I [ | I\\

» Y KNMTUHNYECKU 300POBLIX poauTeneu RN BN EE BN

MOryT POoAUTLCA OONbHbLIE AeTU ﬁ ﬁ ﬁ ﬁ
e W W

» bonerT B paBHOU CTEMEHU U MYXYUHbI, U XXEHLUUHbI
» Y OonbHbLIX poauTenen Bce Aet OOnbHbLI

» B bnuskopoacTBeHHbLIX Opakax Yactora OOonbHbLIX AeTeun
pe3ko Bo3pacTaer !

CTOTa HacnenoBaHUA Yy reTepo3uror — 25%




PoaocnoBHasa ¢ (PeHUNIKETOHYPUEHU:

. O O

-

Puck 3aboneeanun ona cubcoe Marb /4
fonvnozo pebenka pasen 25% a

A AA|Aa
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HacnenoBaHue, cuenneHHoe C Nnosiom
(c X unu Y-xpomocomamu)

T

HACNEOQOBAHVE OANBTOHNZMA ‘ﬁ

HocuTenbHML
AanbToH
v (4]
XX 4
310poBan HocHTENbHNLE 300POBbIA nanbTOHMK
XX
[OMO3UroThI
XX
[eTepo3uUroThbl

XY, XY
[eMU3UroThbl




3abosnecaHusi ¢ X-OOMUHaAHMHBLIM
murnom HacsieooeaHusi:

D-pe3snucTeHTHbIX
paxuT

PoTo-nuue-nanbuesou
CUHAPOM r |

X-cuenneHHan
nepudepunueckas
HeBponaTua



Tun Hazganune Jlokannzauus
AHOMA/THH
HaCTIeAOBAHHA CHHIpOMA reHa
X-cuemwien- | Poro-ymune- Koporkoe mieno | Pacmemina uéda (80%),
HEI JOMH - [TAJILLECBOH X-XpoMOCOMEBEL | aHOMAJIHH IIepSIHHX 3yD0B
HAHTHBIH CHHITPOM, (50%), MOMBRUATOCTH SI3BIKA
T I (100%), rdnoriasus cKyjo-
BBIX KOcTed (75%)
Oro-pagaro- | Jmnnoe wreqo | Pacienyua 1éda, anoMalb-
TATHTATBHEIH | X-XPOMOCOMBI | HEIH pocT 3y00B, 9acTHYHAS
CHHIPOM AHOMEHTHS
Cunympom JomuRce mnevo | Konnueckast hopma 2y60B,
Heaepxauus | X-XpoMocoMbl | THIIO- WM agonTus (65%),
TTATMEHTA pacmeHa TvORl W Heba




X-cuenyeHHbIN peLleCCUBHbLIN TUN:

» HacnepoBaHue nNo ropusoHTaNU

» bonewT npenMyLL,eCTBeHHO
MYXXYUHDbI

» JKeHLWMHbI - DEeHOTUNUYECKN 3A,0pPOBbI (ABNAIOTCA
reTepo3nroTHbIMM HOCUTEIbHULL,AMMU
NaToNOrMYecKkoro reHa B X-xpomMocome)

» OT 60NbHBIX MYX4YUH BCE Ma/IbMUKUN 340POBbLI, BCe
AE€BOYKU — HOCUTEJ/IbHULLbI,

» OT XeHW U H-reTepo3uroTt poxaaiTtca 50%
NeBoYeK-HoCcUuTenbHuu, 50% ManbuyukoB — 60NbHbBIX




X—peLeccuBHOE HacriegoBaHue

aJibTOHU3M

Y Lx

9.6
)9 @ 200t

A

ucrpodusa AioweHHa

Muo




[onanapuyeckumn (Y-cuenneHHbIN) TUM
Hacneng0BaHUA:

Ten [Mpn3max

YE IHnepTpHURO03

» boneloT TONbKO MYX4YUHDbI : "
Y T'REOepTpAXO3

» bonelT My>X4YuHbI B KQKAO0M NMOKOJIEHUU

» OT 60nbHOrO OTLA — BCE CbIHOBbS 6ONbHbI
(100%), BCe neBOYKM 300DPOBbI

» MyTauuu, 3aTparusaioLime penpoayKTUBHbIE
(dYHKLUU — BO3HUKAIOT de novo

! O_—.2

+ oM O  OTO B0

7

Ny 7.y S ) &k,

8 L

R TT 0 00 m

1 2 3 4 5 L} ﬂ 7




MuToxoHOpuanbHbIA TN /i~
HacnegoBaHUSA: B |

» bone3Hb nepenaeTca TONbLKO
No MaTepPUHCKOU NMUHUM!

» OT bonbHOU MaTepu — BCe AeTU DOoNbHbLI (KakK
Manb4uKu, TaKk 1 AeBOYKU B paBHOU Mepe)

» Ha manbuukax s3aboneBaHue npepbLiBaeTcs

» OT OONbHbLIX OTLOB AeTU BCeraa 300pPoBLI




MutoxoHApuasibHOE€ HacneaoBaHuUe:
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Puc. 3.66. PogocnosHas, unniocTpupyiowas nepegavyy HeMTpanbHOro nNpuaHaka Yyepes
mutoxoHapuu (pparmeHT OHK).




HacnegcreeHHsle 3ab60/1eBaHus, 06y Cc/10B/1€HHbIE
MYTaLUIMU B MUTOXOHAPUA/IbHOM € HOME

MapKUHCOHM3M MapKMHCOHM3M

MuroxoHapuansHan JAHK
YyernoBeka

[ |~ QUCTOHMA |

17 18 19 20

——=k



AYTOCOMHO-QOMWHAHTHBIA AYTOCOMHO-PELECCHBHLIA CLIENNEHHOE CNONOM
THN HACNEAOBAHWA TUMNHACNENOBAHHA PELIECCHEHOE HACNENOBAHWE




briuzHeyoebil Memoo u3y4eHus
Hacs1e0CmeeHHOCMU Yes108€eKa:

» CpaBHeHME nokasateneun B napax MOHO3UIOTHbIX (C
€UHbIM FreHOTUMNOM) U AU3UTOTHbLIX ONU3HEL0B —
onpeaeneHne ponu reHoTuna U BHELWHEW cpeabl B

HacnegoBaHUN:
b H = (KMB-KOB):(100-KOB)
. E=1-H

» KOHKOpOaHTHOCTL — YacToTa ObHapyKeHUs
3abonesaHua y BToporo bnusHeua nocne ero
BbISABNEHUSA Y NEPBOro

» uckopaaHTHOCTL — YacToTa HecoBnaaeHus
n3y4vaemoro rnpusHaka B nape 6nmsHeLosB




3abonesanne |KMB (%) |KAOB (%)
1. Bpo)XXAEeHHbIW 41 3
BbIBUX 6eapa
2. fi3BeHHan 50 14
6onesHb
3. JHAEMUYECKUN 71 70
300
H = (KMB-KAB):(100-KAB)
E=1-H
1) H = (41-3):(100-3) = 38:97 =0,4 E=0,6
2) H = (50-14):(100-14) = 36:86=0,45 E=0,55

. 3) H = (71-70) : (100-70) = 1: 30 = 0,03  E=0,97




