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Hzyyaerca Tin Hacne-

COMHBIEC HaOOPbI

HHE U HC-
(Rocranne [{uToreneTnuecKkuit
cliefOBaHHE POAO-
CJIOBHBIX)
H3yyarorcs xpoMo- H3zyyarorcsa reHo- H3zyuaetcs xumu-
THIIHYECKHE U de- YECKHMH cOoCTaB

BHYTPHKJIETOY-

AOMHHAHTHBIX U pC-
HECCUBHBIX ITPpHU3HaA-
KOB, OIIp€acJiCHa CTC-
NEHb PUCKA IOSABJIC-
HHA HaCJICACTBCHHBIX

rOYMCIIEHHBIE XPO-
MOCOMHBIE Hapy-
IIEHUS, COMPOROX-~
JaloLImecs Haclea-
CTBEHHBIMH Oone3-

JnoBaHus (IOMHHAHT-
HbIH, pelieCCHBHbIH, 3JIOPOBBIX U 60Nb- HOTHITHYECKHE
IIPOMEXYTOYHBIH) HBIX JIIOJIEH, MUK~ 0CODEHHOCTH HO#M cpejipl, Kpo-

POCKOIIMYECKOE OJIM3HEOB BHU, TKAHEBOH
CTPOEHHE XPOMO- XKHIKOCTH Opra-

COM. HH3Ma.

CocTaBJieH CIIUCOK YcTaHOBNEHBI MHO~ BeisicHeHa ponb BrusiBniens! 60-
HaCJICICTBEHHOCTH ne3Hu obmeHa

¥l Cpeibl B pa3BH-
THH OpraHuM3Ma 4e-
JIOBEKa

BCUICCTB, CBA3aH-
HBIC C HACJACACT~
BC€HHOCTBIO YECJio-

BE€Ka

HAMH

3aboneBaHui




MeToabl nccnenoBaHUsa reHEeTUKHU
4HeJ10BEKA

1. MeTon cocCcTaBsieHUS
POAOC/IOBHbIX
(reHeasiorMyecknn) -
NO3BONSET onpeaennuTb
TN HacneaoBaHUS
Nnpu3Haka, Hanp.
3abosieBaHuS
remodpunnumn (HapyLweHue
npoLuecca ceepTbiBaHUS
KpOBW)
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amazonica) — rmraHT cpean BoAHbIX pacteHnmn! OHa 3aHeceHa
B KHUry pekopaoB MHHeca Kak camoe 60/blloe LuBeTKoBoOe
pacTteHune Ha 3emsne. JInCcTtbsa AnaMeTpoM A0 2-X MEeTPOoB
Bblaep>kmBatoT Bec A0 30 Kr. HanoMMHaeT KyBLUNHKY

~ @vitawater. ru




2. TlonynsaunoHHbIN MeTon —
3aKayaeTcsd B onpeaesieHnm
4aCTOTbl BCTPE4YaeMOCTUN NreHOB U
reHOTUNOB B NONYNALUN

HauunoHanbHOCTH



3. bnusHeuLoOBbIN METO4 — eCcnu
oaHosaunueBble 61nM3HeLubl

BOCNUTbIBASINCb B Pa3HbIX YCNOBUSIX,
TO pa3/INyuns, BO3HUKLLINE MeXAY
HUMWN, MO3BOJISKOT OonNpeaesinTb posib
daKToOpOB OKpYyXXatlLlen cpebl B
dhopMMpoBaHUM psiga NPU3HAKOB




4. UunToreHeTnyeckmmn meton -

3aKJIIoYdeTCH B U3YUHEHNIN XPOMOCOM

npun noMmowmn MMUKPOCKOTa “
MO3BOJIAET ONnpeae/intb X HMNCJ10 U

dbopmy
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5. bmnoxmmmyeckume Metoabl —
NO3BOJIAIOT onpeaennTb MecTo U
N3MEHEHUNAM B
COCTaBe 3aTPOHYTbIX MyTaLuen

benkos =

. . CepnoBunaHan aHemus

Normal red Formation of sickled red  Sickled red
blood cell blood cell blood cell




B XVIII B. B okpecTHOCTaX r. LLywn
(MBaHOBCKas 061acTb) Xuna cemMbs
KpecTbsaHMHA Penopa BacunbeBa. Ero

XEeHa poXXana 27 pa3: 4 yeTtBepHuU, /

TpoeH, 16 aBoeH, ntoro 69 peren!




[eHeTnKa 1 340poBbe

1. FeHHble 3ab0oneBaHunsAa

- aYTOCOMHO-AOMUWHAHTHOE vy ertiend
HacnepoBaHne 3aboneBaHus (1782-1840)
(cmHapoM MapdaHa, NoNnaaKTuInNS)




- aYTOCOMHO-peLeccnBHoe
HacnenoBaHue 3aboneBaHUA
(anbObMHN3M, PEHUNKETOHYPpUA)




HacneagoBaHume, cuenneHHoe C
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* Y-XpOMOCOMaA HeceT Takune npmu3sHaku
KaK BOJIOCAaTOCTb MOYKM yLLUEWN,
nepenoHKa mexay nasblamm HOr,
NO3TOMY 3TU NPU3HAKUN NPOABNAIOTCA
TO/IbKO Y MY*UYUH KaK HOCcuUtenen Y-
XPOMOCOMbI. Bcero c nonom cuensaeHo

oKos10 150 npmn3HakKoB.
A {q |




2. XpOMOCOMHBbIE 60/1e3HMU:

- N3MEHEHUS B YNCIIE XPOMOCOM —
reHoMHble MyTaumm (CUHAPOM

Rnann@enbrepa, cuHapom ayHa,

cuHapoM LlepeweBckoro-TepHepa,
CUHApPOM DaBapAaca, cuHapom lNaTtay)
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CuHpapom daBapaca (cuHApoM Tpucommum 18) — XpOMOCOMHOe 3aboneBaHune,
XapaKTepu3yeTcs KOMMJIEKCOM MHOXECTBEHHbIX MOPOKOB pa3BUTUS U TPUCOMUEN
18 xpomocombl. OnuncaH B 1960 roay /I>xoHom SaBapacom. [JeTn ¢ TpUcoMmnen B

18 XxpoMocoMe yallie poXAatTCsa Y NOXWUbIX MaTepen, B3aMMOCBSA3b C
BO3pPacTOM MaTeEPU MEHEE BbIpa)eHa, YeM B Cllydasix TPMCOMUU XPOMOCOMbI 21

n13. eﬂﬂ KEHLNH CTaELLIe 45 net ﬁVICK ﬁOﬂMTb 6onbHOro pebéHKa cocTaBnsieT
’ 0.

Jlal0TCs B TPU pasa valle

KAPUOTUI CUHAPOMA NATAY

MaJIb4UKOB.
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Puc. X.7. Kapuotun npu curapome Dapapaca.
Tlpocras nonxas Tpucomus 18 (47, XX, +18)

AR XX XX
1 2 3
XX XX XX XX XX
6 7 8 9 10
XXX XX XX XX
13 14 15 16

XX XX XX XX
19 20 21 22
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CuHppom NaTtay (7pucomms 13) — XpoMOCOMHOe 3aboneBaHNE YeN0BeKa,
KOTOpOE XapaKTepun3yeTCs Ha/IM4YMEM B KNeTKax AOMNOSHUTEbHON XPOMOCOMbI

13. Tpucomunsa 13 BnepBble onncaHa 2pa3mycoM bapTtonuHoM B 1657 roay.
XpOMOCOMHYIO npupoay 3abonesaHunsa ebiaBun aoktop Knayc MNatay B 1960
roay. 3aboneBaHne Ha3BaHO B ero yectb. CMHApPOM [laTay Takxe 6bln onmcaH
Ans naeMéH ¢ oCcTpoBoB TUxXoro okeaHa. CYMTaeTCs, YTO 3TU Ciydamn bbInu

A0EPHOro Opy>XuUs B PpErmoHe. COOTHOLIJeHVIe NonoB Npu cuHapome Martay
6nmsko Kk 1:1.
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- HaApyLUeHne CTPYKTYpbl XpOMOCOM
(CMHAPOM «KOLIa4Ybero Kpmnka»,
befiokpoBne — 1IenKo3 UIun

3/1I0Ka4eCTBEHHOE 3a50neBaHme

KPpOBEHOCHOW CUCTEMBbI)




AHevnaouaua -

N3MEHEHNne Kapunotuna scnencrame
HepacxoXaeHus 1 noTepmn XpoMocoM B Menose
U MUTO3€, NPUN KOTOPOM UYNC/TO XpPOMOCOM B
K/JeTKax He KpaTHO ranjonaHomy Habopy (n).
OTHOCUTCHA K FrEHOMHbIM MyTaLUAM.
JMoHocoMus (2n-1) (Hanp., cMHapoM LllepelweBckoro-TepHepa)
OHynancomma (2n-2)
DTDMCOMMFI (2n+1) (Hanp., cuHapoMbl JayHa, KnaHdenbTepa)
OTeTpacomMusa (2n+2)
ONeHTacomusa (2n+3)

Oferkcacomud (2Zn+4)



