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KoMb6umHarnBHass NaMeHYNBOCTbD.

B ocHoOBe KOM6MHAaTUBHOU M3MEHUYUBOCTMU
NeXKnT nojsosoe pasMHOXeHune opraHmnaMmMosB.

MCTOYHUKN KOMOMHATMBHOU U3MEHUYUBOCTM.
1. HezaBucmMmoe pacxoxxgpeHume XpoMocoM B
nepsom
AeJZIeHUU Meuno3a.

2. PekoM6buHauua reHoB, OCHOBAaHHaA Ha
AABJIEHUWN
nepekpecrtra XpOMOCOM NpuU KPOCCUHIoOBepe.

3. ChyyaHasa BCTpe4ya raMer npm
onJ1IoA0OTBOpPEHUM.



MyTauMOHHasAs U3MEH4YUBOCTbD.
MyTauumm — 3TO CJZIYy4avHO BO3HMUKLUME CTOUKME
M3MEeHEeHMs reHoTuna, 3aTparmsarouive uesnbie
XPOMOCOMbI, UX YHYaCTU WAN OTAEJIbHbI€ IeHbl.

No BO3A4EUCTBUIO Ha OpPraHuU3M:

1. BpeaHble.
2. None3Hble.
3. HenTpanbHbie.

Puc. 102. Hopmanvroiit yvinienok (A)
U Mymarnmubotil, LuuLeHHbLl oneperus (B)

Mo cTeneHM nposABJIeHUA:
1. [loMnHaHTHbIe (NPOABNAIOTCA B cJeayroLlleMm

NOKOJIEHUMN).
2. PeueccuBHble ( NpOABAAIOTCA NpM

cKpewmBaHum 2 ocoben, Hecywmux OAQHY U Ty

e MyTauuio).
Moo6nemMuERkIY BRonboc. MouemMmv B



[@eHOMHbIe MyTauumnm.
[eHOMHbIMM HA3bIBAKOT MyTauUuwm,
npuBoasliMe K U3MEHEeHMI0O 4Yucna
XPOMOCOM.

NMonuvmnaouvauna — KpatTHoOe U3MeHeHue
yucsaa xpomocom (3n, 4n,5n, 6n m T.
aA. oo 10 -12pa3). MHoro
noNNJIOUAOB cpean pacTeHUK, OHM

YacTo XxapakTtepu3yroTca 6onee
MOLLHbI gy

pa3Mep




2. AHeynionausa — HEeKpaTHoe
M3MeHeHue 4Yucsa Xpomocom (2n +1;
2n-1; 2n+2; 2n-2; 2n+3 v T1.A4.)
NMNpuMmep: cnHaopoMm [layHa.



CvHapoM [layHa

KapuoTtun npeacTtaBaeH 47 XpOMOCOMaMM BMECTO HOPMaJibHbIX 46,
MOCKO/IbKY XPOMOCOMbI 21-U Napbl BMECTO HOPMaJibHbIX ABYX,
npeacTaBaeHbl TpeMsa Konuamu. CywecTByer elye gBe Gopmbl

AAQHHOro CMHApPOMa: TPaHC/Io0KaLUA XPOMOCOMbI 21 Ha ApYyrMe XpoMOCOMbI
(yawe Ha 15, peXke Ha 14, elle pexe Ha 21, 22 U Y-xpomocomy) — 4 %
c/y4yaeB, U MO3auUHbIWM BapuaHT cuHapoma — 1 %. Ha kaxxable 750
3/0POBbIX AeTer poxpaaerca 1 6osbHOU pebeHOK.

BonesHb nposBaseTca B pe3koM c/1aboymum, ckoweHHOM paspese ras,
YPOA/IMBOM TEJ/IOC/I0XKEHUMN, MOPOKAX PasBUTUA BHYTPEHHUX OPraHoB.
Mpu ykopoyeHUn 04HOM XPOMOCOMbI 21-0M Napbl MOXET Pa3BUTbCA
TAXKENnoe 3aboneBaHne KpoBu — 6enokpoBue (310Kka4eCTBEHHbIN
MUC10/1€UKO3).



® boJue3nb, 00ycJI0BJICHHASA
aHOMAaJIuer XpOMOCOMHOI0Q
Ha0opa (M3MEeHEeHHEeM YHUCJIa
WIN CTPYKTYPbI AyTOCOM),
OCHOBHBIMM NPOSABJICHUSIMHA
KOTOPOM ABJISAIOTCS
YMCTBEHHASI OTCTAJIOCTD,
CBO€OOpPA3HBIM BHEIIHUH
00, 1UK 00JILHOTO U
BPOKJIE€HHbIE OPOKHU
pasButusi. OqHa u3 HauoOoJee
pacnpocTpaHeHHbIX
XPOMOCOMHBIX 00J1€3HEH,
BCTPeYaeTcsi B CPEIHEM C
yactorou 1 Ha 700
HOBOPOK/ICHHBIX.




NS~ L ]
s oy
J -
3 ) ) .
| g
- |
) \ | ’ n
/)
N et
e *
4 4
7
. .l..". »
"
. “‘
¥.v
¢ B
N

anOM HayHa

Y Manb4YMKoB U AeBOYeK 60ne3Hb
BCTpeYaeTca OAUHAKOBO 4acTo.
et c cuHgpomom [layHa 4yauwe
pOXAOarTCcs Y NOXUNbIX poauTernen.
Ecnu BospacTt maTtepm 35 - 46 net, |
TO BEPOATHOCTb POXAEHUS |
OonbHOro pebeHka Bo3pacTtaeT Ao
4.1 %, c BO3pacTom maTtepuy puck |
yBerIMuinBaeTCA.

BO3MOXHOCTb BO3HUKHOBEHMUS
NOBTOPHOro criyyasl 3aboneBaHus B

ceMbe ¢ Tpucomueun 21 coctaBnsieT
1 -2 %.




CvHapOM
KnanHndenbrepa

Cunapom KnanHdenbrepa BCTpeyaeTcs y 1 U3 500
mMasb4ukoB. JlobaBoyHas X-xpomocoma B 60% cnyuaeB
HacneayeTcs OT maTtepu, ocobeHHO nNpu nosaHen
bepemeHHOCTM . PUCK Hacnea0BaHUSA OTLOBCKOM
XpPOMOCOMbI He 3aBUCUT OT Bo3pacta oTua. Aaa cuHapoma
KnanHenbtepa xapakTtepHbl caegyoue npuUsHaKuU:
BbICOKOPOC/I0CTb, HEMPONOPLMOHA/NIbHO AJIMHHbIE HOTMU .
HapyweHus B pa3BUTUM NOJIOBbIX OpraHOB OOHapy>XMBalOT

B nybepTaTHOM nepuoje n nosgHee. bosbHble, Kak NPaBUoO,
6ecnnoaHbl.




[lcuxmnyeckoe pasButue
3agepXxXuBaeTcs, HO Y
B3pOCnbIX HapyLweHus

UHTEeJ1JIeKTa HE3HAUYUTEJIbHDbI.

Hepepnko BCcTpeyaroTCH
HapyLUeHUs noBeaeHuUs,
anunenTuyeckne npunagku.
ConyTtctByloLwme
3aboneBaHuA: paKk MONMOYHOWU
Xernes3bl , cCaxXxapHbIn anaoder,
Oone3Hn WUTOBNAHOMN
Xene3bl , XPOHUYECKUE
3aboneBaHUsA Nerkux .
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CvHapoM LllepewieBCKOro-
TepHepa

CuHppowm LlepelwieBckoro-TepHepa — egMHCTBEHHAA $opMa MOHOCOMUMU Y
YKMBOPOXKAEHHbIX.

KnuHunuyeckn cnHgpom LlepelwneBckoro-TepHepa npoaBaseTca cieiyoWmumMu
npusHakamu. HegopassuTue nonoBbIX OPraHOB WM UX OTCYTCTBME.
BcTpeuyaloTcs passinyHblie NMOPOKU CEPAEYHO-COCYAUCTOMN CUCTEMbI U NMOYEK.
CHWXEHUSI UHTe/JIeKTa He OTMeYaeTcA, ogHako 6osibHble 06Hapy>XuBaloT
SMOLMOHA/IbHYI0 HeYCTOMUMBOCTb. BHewHu Bug 60onbHbIX cBOeobpaseH.
OTMeyvaloTCA XapaKTepHble CUMNTOMbI: KOPOTKAA Les C U3bbITKOM KOXU U
KPbIJIOBUAHbIMU CK/1IaAKaMU; B NOAPOCTKOBOM BO3pacTe BbisIBAAETCS
OTCTaBaHMe B POCTE M Pa3sBUTUM BTOPUYHbIX MOJIOBbIX NMPU3HAKOB; AJif
B3POC/IbIX XapaKTepPHbl HapyLWeHUs CKeneTa, HA3Koe pacnosioXKeHue
YWHbIX PaKOBUH, Aucnponopuumn tena (YKopoyeHue HOr, OTHOCUTE/IbHO
LUMPOKUM N1e4eBOM NOAC, Y3KUU Tas).
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PocT B3pocrnbixX O0SfIbHbIX
Ha 20-30 cm Huxe
cpeaHero. JleyeHue
OOJIbHbLIX C 3TUM
CUHOPOMOM KOMMJIEKCHOE
WU BKIlOYaeT B cebs
PEKOHCTPYKTUBHYIO U
NSIaCTUYECKYH XUPYPruio,
ropmMoHaribHyH Tepanuio
(scTporeHbl, rOPMOH
pocTa), ncuxoTepanuio.



XpOMOCOMHbIE@ MYyTauuum -

3TO MNMepecTpouku XpOMOCOM.
Oeneuuna - 3TO norepsi ydacrtka
XPOMOCOMBI.

Aynnunkauuma — 3TO yABOeHMe ydacTKa
XPOMOCOMBDBI.

MHBepCcusa — 3TO MoBOPOT ydacTKa
XpoMocoMbl Ha 180°.

TpaHcnokauusa - o6MeH y4dacTKaMm
HEeroMoJIOrM4HbIX XpPOMOCOM.

CnunaHue ABYX HEeromMmoJiormyHbiX



[eHHble, UJIN TOUYKOBbIE,

MYTaLUUUMN —
3TO U3MEeHeHue nocsenoBaTesibHOCTU
HykneoTnaoBs B Monekyne AOHK.

feHHble MyTauuu csieaqyetr paccMaTpuBaTb Kak
pe3ysibTaT «owunbok>», BO3HUKAWOLWUX B
npouecce yasoeHuuva Mmonekyn AOHK. Mytauusna
reHa BO3HMKaeT B cpeaHeM B ogHou um3 100
000 ramer. HO TakKk KakK KOJIM4eCTBO reHOB B
OpraHusaMe 94yesioBeKa BEeJIMKO, TO MNpPaKTU4YeCKM
Kakaaa ocobb HeceT BHOBb BO3HMKLUYIO
MyTaLumio.

Npe3eHTauna «HacneacrBeHHbie

6onesHnm,

Bbi3BaHHbIé TéHHbBIMMN MVTaAULUMNaAMMN>».



Hacnencrsennbie 0ome3mu,
BbI3BAHHBIC TEHHBIMH MYTALHAM

HacaAeAcTrBeHHBIE 3200A€BAHUA —
3a00A€BaHNA, BOSHUKHOBCHUE U
pa3BHUTHE KOTOPHBIX CBA3AHO C
AedpeKTaM1 B IIPOIrPAMMHOM

AIIIapaTe KACTOK, II€EPpCAABACMbIMU

IIO HACACACTBY U€PE€3 I'AMETHI.




femodhunus

femodunua — HacneacTBeHHOE
3aboneBaHue, cBAI3aHHOE C HapyLeHMUEM
Koaryasaumm (npouecc CBepTbiBaHUSA
KPOBW); NpY 3TOM 3aboneBaHum
BO3HUKAIOT KPOBOU3JIMSIHUSA B CYCTaBbl,
MbILULbl U BHYTPEHHUE OpraHbl, KaK
CNOHTaHHbIE, TaK U B pe3y/ibTaTe TPaBMbl
WU XMPYPruyeckoro BMellaTebCTBa.
Mpu remopunnm pesko Bospactaer
onacHocTb rmbenu naymeHTa oT
KPOBOW3/INIHUS B MO3T U Apyrue
)XM3HEHHO BaXXHble OpraHbl, Aa>X}<e nNpu
He3HauuTeibHOU TpaBme. BosbHble ¢
TAXKENOU popmou remoPpuanm
noABepraroTcs UHBa/IMAU3ALUU
BC/1IeCTBME YaCTbIX KPOBOU3/IUSAHUM B
cycTaBbl (remMapTpo3bl) U MbllLeYHble
TKaHu (remaTtombl).O6bIY4HO reMmodunmeit
6021€10T MY>KUMHBI, @ XX€HLMHbI ABASIOTCA
HocuTenem 60/1bHOrO reHa.




NaibTOHU3M

aJIbTOHMU3M, LIBETOBas c/ienoTa —
HacneacTBeHHas, pexxe npuobperéHHas

CO6EeHHOCTDb 3peHMs, Bblpa)KaroLlascsa B
HecnocobHOCTU pa3nnyaTtb OAQUH WJIN HECKOJIbKO
uBeToB. Ha3zBaHa B yectb [HioHa [lanbTOHa,
KOTOPbIX BNepBble onucana OAuH U3 BUAOB
LIBETOBOM C/1enoTbl HA OCHOBAaHUU COB6CTBEHHbIX

wyweHuu, B 1794 ropy.




ANb6MHN3M

AnNb6bMHN3M — BpPOXKAEHHOE OTCYTCTBMUE
NMUIrMEeHTa KOXXWU, BOJIOC, PAAYIKHOU N
NMUIrMEHTHOM 0605104 €EK rnasa.

BHeluHWe nposB/ieHUs

NMpun HekoTOpbLIX pOopMax aibbMHM3MA OTMEeYaeTCs YMeHblUeHUe UHTEHCUBHOCTU
OKPACKM KOXXU, BOJIOC U paay>XHOU 060/10UKM rnas, npyv Apyrux npeMMmyLiecTBeHHO
M3MEHSIeTCA UBeT nocsiegHei. MoryTt HabnroaaTbCs U3ME@HEHUSA B ceTHaTKe,
BO3HMKaTb pa3J/InuHblie PacCTPOUCTBA 3PEHUS, B TOM uncne 6/1M30pyKoCTh,
NanbHO30PKOCTb U ACTUrMaTU3M, a TaK)Ke NoBbIleHHAaA YyBCTBUTEJIbHOCTb K CBETY
M Apyrve aHoMasimm.

Jlroan-anb6bMHOCHI UMEIOT 6esly0 OKpacKy KoXu (UTo 0cobeHHO 6pocaeTcs B rnasa
B rpynnax, NnpMHaa/iexalimx He K eBporeouaHou pace); BONocCbl y HuxX 6enbie (nnun
OHM 6/10HAMHDBI).

YacTtoTta anb6MHOCOB Yy HapoaHOCTEN eBPONenCKUX CTpaH OLeHMBAaEeTCAa NPUMEPHO
Kak 1 Ha 20 000 xxuTenei. Y HEKOTOPbIX APYruxX HAPOAHOCTEN aJibOMHOCDI
BCTpeualoTca yawe. Tak, npu o6cneaosaHnm 14 292 HerpuTaHCKUX AeTen B
Hurepum cpeamn HUX oKa3anocb 5 asib6BMHOCOB, YTO COOTBETCTBYET YacTtoTe OKoJio 1
Ha 3 000, a cpeaun nHaeues NaHamel (3anuB CaH-bs1a3) yacTora coctraBuna 1 Ha
132.
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MYTAICHHbIS (hakTORb),
Bbi3biBatoLlye
HaCNeACTBOHHBIC 3aG0/1EBAHMA



| TKyp,a 6epercsa MyTareH?

n3ny4veHune

‘
[loBpexaeHHas
OHK
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HapkoTnyeckme
BelllecTBa

[lencrteue
Ha
raMeThl

3amenneHune
pocTa
3apoabllla

Topmo3sar
pasBuTne
HEPBHbIX
KIETOK

-

CCTPOMNCTBA

HKLUMNOHAallIbHbIE




. PacwenuHbl rybbl n Heba







Oetn HapkoMaHoOB. Konua, BOCK.




CunaMmckue 6a1m3HeLlbl, Y poauTenen-
HapKOMaHOB. HaTtypa, 3acnMpTOBaHHbIE.




HacneacTtBeHHbIMM 3aboneBaHnamu. Konus,

BOCK.




mHuecta(KpoBoCcMeLWleHUs poACTBEHHUKOB).
HaTtypa, 3acnupToBaH.

OTBeTbTe Ha npobnemMHbin Bonpoc. [oyemy B
ONMN3KOPOACTBEHHbLIX OpaKax 4acTo poXxaarTcsa OornbHble AeTn?



PebeHOK, poaAnBLUNUCS
B cCeMbe YyepHob6bibLueB. HaTtypa, MyMus.

25.10.2008




Yenosek-LuKOMN, N XXeHLMNHa-CJIOH.
Xunu B 19 Beke. KonunAa, BOCK.

25.10.2008




BbiBOA:

MyTareHbl, asikoroJjib, HUKOTUH,
HapKOTUKU OoTpUMLaTeNIbHO BJIMAIOT
Ha pa3BuTUe 3apoabilla U BeCb
opraHu3Mm B UuesnoMm. KpomMme aToro

cyLjecTByeT psaa Apyrmx npuyvH
HacneacTBeHHOU U3MEHUYUBOCTM.



