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Kaxabl YenoBeK ABNAETCH
HOCUTENEeM HEeCKOMbKUX
naTonoruyeckmx reHos. Korga v
oTeu, N MaTb ABNAKOTCA
HOCUTENAMW MyTaLlWX B OQHOM U
TOM Xe reHe, C BepPOATHOCTbIO
25% pebeHOoK MoXeT
yHacnepoBaTtb ero or oboux
poautTenen. BepoATHOCTbL TOro,
4TO OAVH W3 poauTenen nepegact
reH c mytayview, a apyron —
HopManbHblW cocTaBnsaeT 50%,
Torga poauTcsa 34,0P0BLIN
HocuTenb 3aboneBaHns, Takow
Xe, KaK Kaxkabli n3 pogutenen.
TakKke BOSMOXEH BapuaHT, Korga
oba pogutensa nepepagyT
pebeHKy reHbl 6es myTtayuu, ero
BEPOATHOCTL cocTaBnsaeT 25%.

HacjieacTBeHHOCTD M IATOJI0TUs



HACJEJICTBEHHOCTD

CBOMICTBO OPraHu3MoOB

COXPAaHATH U 00ecIeYuBaTh Iepeaavy
MOP(POPYHKIIMOHAJIBHBIX NMPU3HAKOB
OTOMKAM;

[IPOrpaMMHUPOBATh 0COOEHHOCTH
UX MHAUBHAYAJILHOIO0 PAa3BUTHS
B KOHKPETHBIX YCJIOBHUSX Cpeabl.



U3IMEHYUNBOCTD

CBOMCTBO OPraHu3MoOB

IPUOOPETATH B OHTOICHE3€ HOBbIE
MOP(PO-GYHKIINOHAJIbHBIC IPU3HAKHA
U 0COOCHHOCTH MHAUBUAYAJIBHOIO

pPa3BUTHS,

OT/IMIAIIINECCH OT POAUTCIbCKHX.



BU/JAbl USMEHUYUBOCTH

v
OEHOTHUIINYECKAA

(HeHac/IeyeMasl,
MOTI(pHKALIIIOHHAS)

|

OEHOROINTT

v
I'EHOTHUIINYECKAASA

(HAaCTIeyeMast)

| 1

COMATITYECKAA I'EHEPATIIBHAA

MYTAIIITIOHHASA

KOMBITHATIIBHAA



v

11O ITPITYITHE

“CIIOHTAHHBIE”

v
HHAVIIIIPOBAHHBIE

IHO BII'TY RJVIETOK,
B KOTOPBIX
ITPOIT3OIITA MYTAIIITA

COMATHYECKIIE

v
TAMETHYECKIIE

BUIBI MYTAIINN

11O SHAYEHITIO

ITATOI'EHHBIE

v
HENTPAJILHBIE

v
BJIAT OITPHATHBIE

v

11O “YPOBHIO”
(“MACHITABY™)

I'EHHBIE

v

XPOMOCOMHBIE

I'EHOMHBIE

v



BUAbl

|

F’EHHBLIE

m3menenns JTHK

* reMOIVIOOITHO3 S

* reMo QI

* MYKOBIICIIII103

* HelipoduopoMaTo3
* (peHIVIKe TOHY P

MYTALMUU “NO MACLUTABY”

l

XPOMOCOMHDBIE

I3MeHEHIIsI CTPYKTYPHbI
OT/1eJIbHBIX XPOMOCOM

ITPUMEPBLBI:

* meJiensi XpoMocoM
(Sp — cunapOoM
“Komavubero Kpnka”

* MYIVITHKALIISA
KOPOTKOIO ILIeYa
XpOMOCOMBI 9
(MHOKecTBeHHbIe BIIP)

l

FrEHOMHBIE

IIMCHCHIIHA
qiIc/1a XpoMoCoOM

* IOJINILTOITHIT
= AHCVILTON T
(MOHOCOI\-‘IIIII,

TPUCOMIIIN)



OCHOBHBIE MEXAHM3MbBI 'EHHBIX MYTAITAA

o

AEJIEITAA AYILTAKATIASA HHBEPCHA HHCEPIIAS TPAHCBEPCHS TPAH3HIIAA
CErMEHTA VYACTKA CErMEHTA ®PATMEHTA OCHORAHNIL OCHORARNI

JTHK JTHK JTTHK THK



BU/bl HACJEJACTBEHHON HNATOJOTIMU

TEHHBIE XPOMOCOMHEBIE B LEHETICIRCRUE
T'EHETITUECKOIT COMATITTECKIE

BOJIE3HIT EOJIE3HIIL HECOBMECTIIMOCTII OM: /

MATEPII IT ILTOJA BOJIE3HIT

\/
BOJIE3HIT
C TEHETITYECKOIT
CORLCLRENHO TEHOMHBIE IIPE/IPACTIOTOKEHHOCTEIO
XPOMOCOMHBIE

(MHOI'O®AKTOPHBIE)



AYTOCOMHO-
JOMITHAHTHBIE

*ITOJITTAKTIL A
*CHHAPOM MAPPAHA
*TTHITEPXOJIECTEPITH-
EMIIA CEMEITHAA
*HEIHIPO®IBEPOMATO3
*M-I'EMOITIOBITHO3 *XOPEA
I'EHTIIHI'TOHA

*ITOJHIIIO3 TOJICTOI'O
KIIITEYHITKA

BBl TEHHBIX BOJE3HEHN
B JABUCHUMOCTU OT THIHA NX HACIIEAOBAHUA (1)

AVTOCOMHO.- JIOMITHAHTHBIE,
CUEILTEHHBIE
PEIIECCHBHBIE o y
¢ X XPOMOCOMOII
IHHPUMEPDbI
*TAJIAKTO3EMILA *PAXIT,VCTOITUIBBIIT
*®EHILIKETOHYPH K BUTAMIIHY D
*S- TEMOIVIOBHHO3 *POTO-JIHIE-ITAJII[EBOIT
*AJIbBHHII3M CHH/IPOM
*[JINKOTEHO3bI *®POHTOHA3AJILHASA
*MYKOBHCIILJO3 JUCTLIIA3IA
*AJIPEHOT EHHTAJIbHBII *KATAPAKTA
CHH/IPOM

*THITERTTHITOIIPOTEITHEMITA

PEIIECCIIBHBIE,
CIEII/IEHHBIE

C X XPOMOCOMOII

*TEMO®ILIII A, B
*TAJIBTOHII3M
*THITIOT'AMO-
ITTOBY/IITHEMITA
*MBIIIEYHA S
JAHCTPO®IIA NIOHIEHHA



BUJIbI TEHHBIX BOJE3HEHN
B JABUCHUMOCTHU OT THIHA UX HACIEJOBAHMUNAI (2)

l l

TI''OTAHJAPITYECKIIE MIITOXOH/JIPHAJIBHBIE
IHPUHMEPbI
* IIBBBITOYHOE OBO.JIOCEHIIE *ATPO®IIS 3PIITETLHOTO HEPBA
VIIIHBIX PAKOBIIH JIEBEPA
* A300CITEPMIIST *IHIEDATOTIATIIS
MIITTOXOHIPIIATBHAS

*STHIJIEIICITI MITOKJIOHAJIBHASL
*KAPIITOMITOITATITA



BUAbl XPOMOCOMHbIX MYTALIUW

l l

BHYTPUXPOMOCOMHDIE MEXXXPOMOCOMHBbIE
AEJIELUNAN PELIUTNPOKHBLIE
v v
MHBEPCUU HEPELUUIMPOKHDbIE
v v
AYIIJIMKALUN “"UEHTPUYECKOE"

CJINAHUE



BUAbl XPOMOCOMHbIX BOJIE3HEMN

B 3ABIICIIMOCTH OT HAPYHIEHITA

CTPYKTYPHI IL'TH YHITCTA XPOMOCOM

l

HAPYIHIEHIIE
CTPYKTVYPBI
XPOMOCOM

IT3MEHEHIIE
YHIICJIA
XPOMOCOM
11
ILTOITTHOCTII

B 3ABIICIIMOCTIH OT BHJTA RJIETOK,
B KOTOPLIX ITPOIT3OIIILTA MYTAITIA

l l

ITOJIHBIE MO3AITYHbBIE
POPMbI POPMbI
C IIBMEHEHIIEM C MYTAIIDIMII
YHCJIA XPOMOCOMHBIMI
XPOMOCOM
CTPYKTVPHI T'EHOMHBIMII

XPOMOCOM



BU/Jbl TEHOMHBIX MYTAIIUI

v v

NOJIUILIIONIHUA AHDYYILVLIONIHUA
(3n. 4n. ...) 2n=x 1)



BUbl HACJEJACTBEHHBIX BOJE3HEIN

l

IHO BIITY MYTAHTHDBIX
RIETOK

1 1

TAMETHYECKIIE COMATHYECKIIE

l l

KOMBITHITPOBAHHBIE

l

11O POIIT ®AKTOPOB
HACJIEJICTBEHHOCTII 11 CPE/IbBI
B 11X BOBSHIIKHOBEHIIII
COBCTBEHHO BO3HHKAROIIIIE BBI3BIBAEMBIE
IIPI JEICTBHN BAKTOPAMIL
HACJIE/ICTBEHHBIE OIIPE/JIEJIEHHOI'O CPETEL
®AKTOPA CPE/IbI PET
\ 4

BO3SHIKAFOIIIE ITPI JEICTBUI
OIIPEJIEIEHHOI'O ®AKTOPA CPEIBI HA
“TIPEIPACIIOJIOJKEHHBIIT” OPTAHII3M



CUHAPOM MAP®PAHA

ITPOABJIEHHOA
IOPA’KEHUE IMOPA’KEHUE IOPA’KEHUE
CKEJIETA CEPALA U COCYAOB IJ1A3
* BBICOKIII POCT * MIpoJIafc * BBIBHIX XpYCTa/IIIKA
* IMHHbIE KOHEYHOCTII MHITPAJIBHOI'O KiIalIaHa o APOKAHIIE PATYKKI
* apaxXHOTAKTILIHS * aHeBPII3Ma a0PThI

& I'nmepioaBIIZKHOCTDb
CYCTaBOB



Bo3Mo:xxHBIE HA00OPHI IMOJOBBIX XPOMOCOM
[P HOPMAJILHOM U AHOMAJLHOM T€YEeHUH

I MerioTH4YeCKOro nejJeHus

AN EKJIEeTKH
CIIepMUH

X

O

XX

X

XX

X0

XXX

MOJINCOMUSA X

Tepuepa

HOpMA JIeTAJIbHBIN
Y . c-m Knaiingeansrepa
HOpMAa JIeTaJbHBIN
c-M IllepereBckoro- TeTaabLHbBII HopMa?

XY

XXY

c-M Kuaiingeasrepa

XY

HopMa?

XXXY

c-M Kunaingeabsrepa




BpoKaAéHHBIM MOPOK pPa3ZBUTHS

* Croiikoe MOpP(doI0rnuecKoe H3MEHEHH e
YacTH UJIM yUYaCTKA TeJia,

* BbIXOASILIEE 32 Mpeaeibl
HODMAJTLHOTO THATIA30HA CTDOEHN .

*B0o3HHKaeT BHYTPUYTPOOHO.

* Q0yCJIOBJIMBACT PACCTPOICTBO
KU3HEAeSATeIbHOCTH OPraHu3Ma.

(BITP)

opraHa, ero



|

ATEHE3USA

HAUBOJIEE YACTBIE
BPOXXAEHHbLIE NMOPOKN PA3BUTUA

|

|

ATPE3UNA FETEPOTONUA
v v
AINJ1A3UA, YOBOEHMUE/
rMMNonJiAaums YTPOEHME

|

CTEHO3

v
IKTOMns

|

NMEPCUCTUPOBAHUE



BU/Ibl BPOXJAEHHDBIX ITOPOKOB PA3SBUTUA
B 3ABUCUMOCTHU OT OFBEKTA BO3JIENCTBUA
IHOBPEXKJAIOHINX PAKTOPOB U CPOKA BEPEMEHHOCTHU

v v v v
T'AMETOIIATIIII BJIACTOIIATIIII OMbBPITOITATIIIT ®ETOIIATIII

EPN~¢ e CTHE R4 I 4
o CICT IO IORELC 00beKT: 0JIACTOLHTDI 00BbeKT: IMOPHOH O TG
iy *cpok: mnepBble 15 cyTOK *cpok: 16 neHb — % .
RJIETKH - cpok: nocJie 8-9
rnocJie orJioA0TBOpeHUs i 8-9 Henens T
OepeMeHHOCTH

6epemeHHO CTH



CBOHCTBA MVYJIBTU®AKTOPHAJBHBIX 3ABOJIEBAHUI

B 5THOJIOI'HII Ilpé()p(lCllO.-W()JfCEHH()C’I‘llb Xdapaxkmep HAC/1e008AHUA
GWIHCHA K 00J1€3HI 3d6icim He 00bSICHSIETCSA
yy HU3MEHEeHUTL O 00/TbULO20 UIUC/IA 2EHO6 HLO0TbKO MEHOE/1e6CKUMIL
6 CeHOMe ((l)eHOMeH ‘clIlIlIITIIBHOCTII) JAKOHAMU

v

nPeopacnol0HceHHOCHIb
peansyeTcsi 00 ¢IUAHIUEM
001511020 HLCIA
Qaxmopoe cpeovt

Hpumep ot

* IImemvardeckast 6oJ1e3Hb cepaa (IIBC) * SI3BeHHAsA 00.1€3HD KeIyTKA H KINIe'HHKA
* I'1mepToHirMeckas 60J1e3Hb * Ilcopma3s
* BpoHXHA/TbHAsL acTMa * JIILTeNncHs

* CaxapHbIi quadeT * CHCcTeMHAS KPACHAS BOTUAHKA
*



OCHOBHBIE METOAbI INATHOCTHUKN U AHAJIN3A
IHATOI'EHE3A HACJITEACTBEHHbBIX ®OPM IMATOJIOI'NN

» » » » o 4
CHH/IPOMOJIOTITM e CKINT reHeAJIOTIMeCKIII reHe TIIeCKIN XIIMITUe CKIL
v v v
DEHEEMEM GHOJIOTIYEeCKOI0 MOJIEKYJISIPHO-
COMATITIECKIX . .
KIeTOK MO/Te/THPOBAHISA reHe TI'eCKIN
KJIOHHPOBAHISA ruopumnamusa THR
ceJIeKINIm rJIoHHpoBaHne THK
v v
THOPIBAII Mo aIMe pa3Has LelHas

pPeaKIIA

v
omorruopumnamni J{HK



NMPUHLUMIBI U METOAbl JIEHEHUA
HACJNTEAQCTBEHHbLIX ®OPM MATOJIOI'MMA

IPIHIOOIBI  ,  DTIIOTPOIIHBIII

* RopperiA dedeKrTa
METO/TBI TeHOMaA:
- BBe/IeHIIe B T€HOM
HOPMAJILHOTO T'eHa,
- TIO/TABJIEHIIE
permKAIni
MATOT €HHOTO TeHA

* JI3MeHeHIe TeHOMA:
- BBe/IeHII¢ B HEero reta,
KOTUPYIOILEro CIIHTe3
YY/KePOTHOTO /IS
cuctemsl I1IBH
AHTHI €HA

IMATOTEHETITYECKII CIOMITOMATHYECKHII
* 3aMeCcTHTe/IbHAS TePars * ycTpaHeHle TATOCTHBIX,
(BBeeHHe ““aedinniTHoOro” YCYTYO/IAIONIIIX
BellleCcTBA) COCTOSIHIIE CHMITTOMOB

* ROppeKIIA MeTA00II3MA:

- OrpaHITYeHH TOIATAHIA B
OPraHINiM HeMeTA00MBHPYeMBIX
BellleCTB (JIAKTO3bI, (peHILTATIAHIIHA),

- BbIBeJIeHHe IBOBITKA MeTA00/IITOB
(xos1recTepiHa, ¢GpeHITIIPOBHHOT PaTHOIL
KIICJIOTHI),

- pery/isififi AKTHBHOCTIIL (he pMEHTOB
(mmonporenH/IMIIA3bI KpoBl, KPKas3br)

* XHPYprirdeckoe ycrpaHeHiie qedeKToB
(IILYHTOB, CpallleHIi, cO3aHIie IILyHTOB)






