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[eHHble 3ab6oneBaHuUs
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1. bones3Hb BCTEHAETCH B KaXXOOM MOKOSIEHUN POAOCITIOBHOMN.
2. CooTHOWEHME BONbHbIX ManbLYNKOB U JEBOYEK paBHOE.
3. bonesHb y roMo3nroT NpoTekaeT TaXenee, 4YeM y reteposuror.

4. BepoaTtHocTb poxaeHusi bonbHoOro pebeHka, ecnu 6oneH oanH 13
poauTtenen, pasHa 50%.

5. BoamoxHbI crniyvau, korga 6051e3Hb HOCUT CTEPTLIN XapakTep
(HenonHasa NeHeTPaHTHOCTb reHa).



CuHpgpom MapdaHa (AA)

HacnepcrtBeHHOe 3aboneBaHue
coegUHUTEeNbHOW TKaHM ,
nposBnsaoLwWeeca U3MEHEeHUAMH
cKerneTa: BbICOKMM POCTOM C
OTHOCUTEJIbHO KOPOTKUM TYFOBMULLEM ,
ANMWHHBIMN NAayKooOpa3HbIMU
nanbuamum (apaxHogakTunus ),
pa306onTaHHHOCTbLIO CYCTaBOB , 4aCcTo
CKOnuo3om , kucposom , gechopmaumamm
rpyaHOM KNeTKU , apKoooOpasHbIM
HeboM . XapaKTepHbl TaKXKe NopaKeHus
rnas . B cBsi3m ¢ aHomanusamu
cepAaeYHoO-CocyanucTomn CUCTEMDI
cpenHAs NPOAOIMKUTESNIbHOCTb XU3HU
COKpalleHa.




Bbicokuu BbIOpoOC
agpeHariuHa , XxapakTepHbIn
ans 3aboneBaHus,
CNocobCcTBYeT He TOJNbKO
pa3BUTUIO cepaeYHO-
COCYAUCTbIX OCIIOXXHEHUN,
HO U NOSABMIEHUIO Y
HEeKOTOpPbIX UL, 0CoOooM
CUnbl AyXa U YMCTBEHHOM
oaapeHHocTn. CnocoObl
neYyeHmns1 Hen3BeCTHbI.
CywmTaloT, uYTO ero bonenu
NMNaraHmHn, AHaepceH,
YykoBCKUMN.



NMNonuaaktunuga (Aa)

[JoBonbLHO YacTo BCTpeyvarLascs
BpoXaeHHasa aHomanus. JinwHue
eAUHULbI MOTYT ObITb NMOJSIHOLEHHO
cchopmumpoBaHbl UMK, Kak B
OonbLUMHCTBE CrlyYaeB, OHU
Hegopa3BUTbI (HEMONMMHOMEPHbIE) U
OObLIYHO YyAansATCA XUPYPruieckum
nyTemM BCKOpe Nocrie poXaeHus.

3TO COCTOSAHUE ABNSETCA
reHeTU4eCKNM, U MO3TOMY OHO
HacneaCcTBEHHO, U eCclin y oboux
poauTeneu nNpu poXxaeHMn NUMesnuchb
NIULWHME eANHULbI, TO BEePOATHOCTb
nonuaakTUNum y nx pebeHka oyaetr
oAuH K AByM (50%).

MNMpu poxaeHnn geten y oobIYHbIX
nogen, BepoATHOCTb
BO3HUKHOBEHUSA paBHA MPUMEPHO
OAVH K ABYM TbiCsiYaM




Pumcknn nana cB.Cukcr lli
(wecTtb) (432-440)(YBEennyeHHbIN
¢pbparMeHT KapTUHbI)

CukctuHckasa MaaoHHa, 1508r.
Pachasanb CaHtn (1483-1520)
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2. AyTOCOMHO-peLeccuBHOe HacneaoBaHue (a).
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1. bornbHOM pebeHOK poxaaeTcs Y KIMMHNUYECKN 300P0BbIX

poauTErNen.

2. bonetot cubekl, T.e. bpaTbs K cecTpa.

3. Oba nona nopaxarTcsl OANHAKOBO.

* 4. Yauwe BcTpe4vaeTcs Npu KPOBHO-POACTBEHHLIX Dpakax.
5. Ecnu 6onbHbI 06a cynpyra, To Bce AeTn oyayT 60mnbHbIMM.




AnNbONHU3M

MeanuunHckass cTaTUCTUKA NOKAa3bIBaeT, YTO
oAuH u3 20 TbICAY XMUBYLLUX HA 3emne
SIBNSieTCH 0eNoOKOXUM, CBETIIOBOMIOCLIM U
KpacHornasbiM — YeNTOBEKOM C aribOMHU3MOM.
Y4yeHble BbIACHUMU, YTO NPUONN3NTENBHO
Kaxabin 70-1 N3 Hac ABNSAETCA CKPbITbIM
HOCUTeneM reHa anboMHU3Ma.
AnbOUHN3M — 3TO BOBCE He berlasa okpacka
KOXMW, a NOfIHOe N YaCcTU4YHoe OTCYyTCTBMUE
nurMeHTauuun. Bpayamm anbOUHN3mM
KnaccuduumpyeTcs Kak HacneacTtBeHHoe
reHeTn4yeckoe 3aboneBaHue, He nogaaroLleecs
nevyeHuro. AnbObMHN3M y pebeHKa MoXeT
NPOSABUTLCSA TOJNILKO B TOM cny4vae, ecnum oba
poauTensa ABMNAOTCA HOCUTENAMM reHa.




NMporepus

OnuncaHa B 1886 .

KnnHn4yeckue npusHaku: pegkoe
reHeTn4yeckoe 3aboneBaHme, ycKo-
psatouLee npouecc crapeHmsa B 8-10

pa3. detn ymupatot B 13-15 ner
NOCrie HECKOSTbKNX MHADAPKTOB U
NHCYINbLTOB APSIXIbIMU CTapuUKaMu.
BonesHb Bbi3biIBAET MYTAHTHbLIW EH
LMNA, oTBevaroLmm 3a CUHTE3
oenkoB Lamin A,B,C,
HeobxoanmbIX AN
coeauHNTENbLHOM TKaHW. HacTtynaer
TOoTanbHas anoneuns (BblnageHmne
BOJIOC), HA KOXe Yyepena BblpaXkeHa
BEHO3HadA CceTb. Tun
HacnegoBaHUA U
nonynsiuMOHHas YactoTa
HEN3BECTHbI




Yepen B hopmMe TPUNUCTHUKA
(kleeblattschade)

e KrinHn4yeckune npu3HaKu:
XapakTepHasa dpopma vyepena
(BO3HMKAET BCneacTeme
BHYTPMYTPOBHOro 3apacrtaHus
LLBOB) M Nnua, BbICOKUM 1100,
NTO3, KNHOBOBUAHbLIN HOC,
aHTUMOHIoNnouaHbIN paspes
rnas. Hacto BcTpeyaeTtcd B
COYEeTaHuN C apyrnmu
aHoManusamMm

 lMonynsaunoHHasa YacToTa
0,2 Ha10 000 popos, C
COOTHOLLEHWEM MO MOSI0OBOMY
npusHaky 1:1




PopgocnoBHasa ¢ X-cuenneHHbIM

TUMNOM HaclieoBaHUA
| D—

bl & T

112 |3 9 10 11 12 13 14 15 16 17

1. BoneT TONbKO Manb4YMKu NO JIMHUN MaTepu.

2. Poantenun npobaHaa 300pOBsbl.

3. bonbHOM MyX4nHa He nepenaeT 3abonesaHne, HO BCE €ro
aovepun ABNSTCA HOCUTENbHULAMMN.

B Opake XeHLU HbI-HOCUTENBHULLI C O0MbHBLIM MYXX4YnHOW 50%
nodepen n 50% cbiHOBEN OOMBHBLI.



femocpunusa (X)

HacneacrBeHHoe 3aboneBaHue, cBA3aHHOE C
HapyLweHueM Koarynsauum (npoueccom
CBEpTbIBaHUA KPOBU); NPU 3TOM
3aboneBaHNN BO3HUKaAKOT KPOBOU3NUAHUA B
CyCTaBbl, MbllLUbl U BHYTPEHHNE OpraHbl, Kak
CMOHTaHHbIe, TaK U B pe3ynkraTe TpaBMbl UMK
XUupyprmyeckoro Bmewwartenncrea. lNpwu
remocounmMmn pe3Kko Bo3pacTtaeT onacHoCTb
rméenun naumeHTa ot KPOBOU3NUAHUA B MO3T U
Apyruve Xn3HeHHO BaXHble OpraHbl, gaxe npu
He3HaYnTesibHON TpaBMe.

femocpunusa noasnsaerca ns-sa U3MeHeHUs
oAHoro reHa B xpomocome X. PaznuyaroT Tpu
Tuna remocunum (A, B, C).

OObIYHO OOMnEe3HbLI0 CTPpagalT MYXUYUHDI
(HacnepoBaHue, cuensieHHoOe C NOJSIOM),
5 XXEHLUMHbI XXe BbICTYNalT KaK HOCUTEeNbHULbI
Llapesu4 Anekcen reModunuu n MoryT poauTb G0MbHbLIX
CbIHOBEN UNn ao4Yepen-HoCUTenbHUL,.



Camoun nsBectHou HocuTernbHUUen remocpunuu B
ucrtopum 6bina koponesa Bukropus; no-sengumomy,
3Ta MyTauus npousoLuna B eeé reHotune de novo,
NOCKOJIbKY B CeMbSIX €€ poauTesrien ctpagamLime A
remocounmen He 3aperMcTpmMpoBaHbl. ’
TeopeTn4yecku, aTo Morno oI NPOU3ONTU U B TOM |
crniyyae, ecnu 66l oTuom Bukrtopun aenancsa B
AeNCcTBUTENIbHOCTU He dayapAa ABrycT, repuor
KeHTCKMN, a Kakon-nnbo apyron myx4mHa (0onbHO
remocpunuen), ogHaKo HUKaKMX UCTOPUYECKUX
cBuAeTesNibCTB B NOMb3y 3TOro He CyLlecTBYeT.
Nemodhunuen crtpagan oanH U3 cbiHoBen Bukropu
(Jleononba, repuor OnGaHun), a Takke paa BHYKOB U
NPaBHYKOB (POAUBLUUXCA OT Jo4Yepen Unmn BHy4eK),|
BKI1HO4aaA pOCCUNCKOro LapeBu4ya Anekces
HukonaeBuya. Mo aTon npuynHe faHHoOe
3aboneBaHue NoONy4Ymnsio Takme Ha3BaHuA:
"BUKTOpPMaHCcKasa 6one3Hb" u "uapckasa 6onesHb".
Tak XXe MHorga B LHapckux cpamunuax ans
COXpaHeHUA TUTyna AonycKanucb Opaku mexay
ONMM3KNMU poACTBEHHUKaMM, OTYEro YacrtoTa
BCTpevyaemMocTu remocpunmm obina Bbille.



OanbToHn3m (X)

[ansTOHM3M, LiIBETOBasA crenota —
HacrieacTBeHHas, pexe
npuoopeTéHHaa 0COOEHHOCTb
3peHunsa YyesrioBeka u NpumMaTos,
BblpaXaloLwascs B HeCrnocodbHoOCTH
pa3nunyaTtb OAUH UNN HECKOJIbKO
uBeTtoB. Ha3zBaHa B yecTb [1)KOHa
JanbToHa, KOTOPbLIN BNepBble
onucan oavH 13 BMAOB LLBETOBOU
cnenoTtbl HA OCHOBaHUM
COOCTBEHHbIX owyLweHun B 1794

rogy.

Jlrogu ¢ HopManbHbIM LBETHbLIM
LiBeToBasi cnenorta Ha KpacHbIN 3peHueM NMeKoT B KONbo4yKax Bce
TPU NUrMmeHTa (KpacHbIN, 3efIEHbIN U
CUHMU) B HEOO6XOAMMOM Konu4ecTBe.
Ux Ha3bIBalOT TpUXpoMaTamMMm.




CornacHo Bukuneauun okono 10,5 mnH.

aMepuKaHLUeB CTpaaalrT CNnenoTom Ha
KpacCHbIN U 3ereHbin uBeTta. 1 — oauH
U3 HUX. ITO BbISICHUIIOCb HECKOSbLKO
FieT Hasaa, U A peako aymar npo 3To,
TaK KaK Afii MeHsl 3TO HOPMarnbHO.
OAaHako A y3Han, YTo MbICSiM 00 3TOM
NPUBOAAT OKpPYXKaloLWnX B
OeCKOHeYHbIN BOCTOPr — 0COOEHHO
AansauHepos. lNoaTomy, A pewuunn
npenogaTtb BaM HeOOsbLUON YPOK NO
AanbTOHU3MY.

Bo-nepBbiX, pa3BeH4YaeM Koe-Kakue
MU bl. KpacHbIN 1 3eneHbIn LBeTa He
KaXyTCAl MHe CepbiMU — Sl UX BUXY,
noxasiyn, He TaKUMN APKUMM KakK Bbl,
HO He cepbiMn. Bo-BTOpPbLIX,
AaribTOHU3M He AaeT MHe HMUKaKnx
CBEepPXBO3MOXHOCTEMN.

.........



'MnepTpuxo3 ywHoU pakoBuHbl (Y)

M'MnepTpuxo3 (Bonocartble
ylIK) HacneagyeTca Kak
NnpuU3Hak, cuensieHHbin c Y
XPOMOCOMOM.




[NonureHHble 3aboneBaHuA
BpoxaeHHasa paclwerniuHa ryobl n Heb6a nnu

«BOJ1Y4bA NaACTb»

Mo meONUUHCKOWN CTaTUCTUKE
3aboneBaHue BCTpe4yaeTCcda y oAHOIo nu3
TbhbICAYU HOBOpO)KAéHHbIX MIaAeHLueB.

BpoxaéeHHasa paclienuHa ryobl U HEOa
OTHOCUTCSA K BPOXAEHHbLIM NOPOKaM
pa3Butus. CytTb HenpaBUIbLHOro
pa3BUTUA 3aKNOYaeTcs B He3apaweHUun
BEepPXHeUn YesiloCTU N TBEpAOro Heba,
pe3ynbLTaToM 4Yero ABMSAeTCS
oOpa3oBaHMe paclyenuHbl,
coeAMuHSIIOLWEN NOSIOCTb PTa U Hoca.
PacwennHon HeOGa Ha3biBaeTcH pa3pbIiB B
cpegHen YacTu HEOa, BO3HUKaIOLWUHA
BCJieACTBUE He 3apacTaHuA ABYX
NnosioBMH HEGa B nepuon
3MOPMOHANBLHOro pa3BUTUA pebeHKa.




KAPNOTUI HEHOBEKA?

XpomMocoMHble 3a0oneBaHuUsA
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NoAOBbIE
XPOMOCOMbI
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XpOMOCOMHbIe 3aboneBaHud
CBSAA3aHbl C aHOManMaMKn Ynucna
NN CTPYKTYPbl XPOMOCOM.

[na HUX XapaKTepHO: MarsibIn
POCT 1 BEC NPU POXOEHWNMU;
YyepernHo-nuueBble ancmopduu;
YMCTBEHHAadA OTCTarnocCTb;
MHOIOCUCTEMHbIE NOPAXKEHUS.

Tonbko 3-5% HacneayTcA.



CuHgpom [ayHa (Tpucomusa 21, 47)

NMnockoe NULUO, HU3KUN
CKOLLUEeHHbIN 100, Kocoun pa3pes
rnas, Bblpa)eHHbIU 3MUKaHT,
UMEeIOTCA CBeTNble NATHA Ha
paayxke, TONCTbIN A3bIK,
BbICYHYTbIN N30 pTa,
Heaopa3BUTbIe HU3KO
pacrnosfioXXeHHbIe YLWHbIe
pPaKOBWUHbI, HeNpPaBUIibHbIN POCT
3yboB, He3apaLllieHue
MeXnpeacepaHoOUu neperopoaku,
nonepevyHaa 6opo3na Ha NnagoHm,
HabnogaeTca 3Ha4YUTeNbHOE
oTCcTaBaHMe B YMCTBEHHOM
pa3BUTUMN.
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YacTtoTa poxxaeHns Takmx geteu
3aBUCUT OT BO3pacTa maTepu.
Tvn HacnegoBaHuA: Tpucomma 21
NonynsauynoHHasa yactota — 1 :
500 — 1000

OnuncaHo B 1866 T.



CuHapom KnauHdenbstepa (47, XXY)

e Onucan B 1942 r.

 KnunHun4yeckune npusHaku: BbICOKUU POCT,
XpYynKoe TeriocrioxXeHue, runonsasus
(Hegopa3BuUTHE) ANYEK, UMNOTEHLUA U
Gecnnoaue, HabyxaHne MONMOYHbIX Xeres,
LULMPOKMM Ta3, NnonepeyHas nagoHHas
CKnaaka, y B3pocrbix Habnogaercs
OXXUPEHUE N CKITOHHOCTb K arikororiuamy,
He3HauyuTerNbHOEe CHUXEeHNe YMCTBEHHOro
pa3BUTUA.

e Twun HacnepoBaHua: XXY cuHapom

* [MonynsauynoHHaa yactota—1: 1000
Manb4YuKoB




CuHppowm LepeweBckoro — TepHepa (45, XO)

KnnHunyeckmne npusHaku: HU3KNN
POCT, NepBUYHaAsa aMeHopes,
becnnoane, cTepTbie BTOPUYHbLIE
NOMoOBbIE MPU3HAKMW,
KPbINOBUAHbIE KOXHbIE CKIaaKu
Ha Liee, BPOXXAEHHbIE NOPOKM
cepaua, rmnonnasmsa Horreu
(HegopasBUTUE), CHUXEHNE
OCTPOTbI 3PEHUS U CIyXa,
nonepeyvHasi nagoHHas cknag -Ka,
HEe3HaYNTENbHOE CHMKEHMNE
YMCTBEHHOIO pa3BuUTUS.

Tvn HacneaoBaHUA: MOHOCOMMUSA
X-XpPOMOCOMbiI.

NMonynsaunoHHaa yactota — 2 .
10000



CuHAapoOM Kowavybero Kpuka
(MoHOCOMMSA 5p )

e OnucaH B 1963 r.

 KnunHunyeckne npusHaKku: HeOObIYHbIN
nsiady, HanOMMHaKLWMN Kollavybe
MsAyKaHbe, MUKpouedanumsa (manbie
pa3mMmepbl FONOBHOIO MO3ra),
aHTUMOHrosiouaHbIN pa3pes rnas,
YMCTBEHHas OTCTanocCTb,
FIYHONOOOpa3Hoe NMLUO0, AMUKAHT,
rmnepTenopusm (LULMPOKO
paccTaBrieHHble rnasa), aHomanum
BHYTPEHHUX OpPraHoB. YMUpaKOT YaLye
Ao 10 neTHero Bo3pacrTa.

e Twun HacnegoBaHUsl: MOHOCOMMS 5 P

e [lpuunHomn 3aboneBaHns ABNAETCA
yTpaTta 4acTu KOpPOTKOro nrieya 5-u
XpoMoCcOMbI (aeneuus)

 MMonynaunoHHasa yactota—1:45 000




