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BBEOEHWE

NHpOpMAITMOHHBIA MOIYJIb COCTABJIEH B COOTBETCTBUU C
TpeboBaHUSIMH [0CymapCTBEHHOr0 00pPa30BaTEILHOTO
CTaHaapTa 10 JUCLIMILUIMHE «] €HEeTHKa YeI0BEKa C OCHOBAMU

MEIUIIMHCKON TEHETUKNY» JUIA CIIelMaIbHOCTEMN «JIleueOHoe

NeNI0», «AKyIIEpCKoe neo», «CeCTpUHCKOE Aeio», «Dapmarus

OJIM tipenHa3Ha4YEH A1 UCTIOJIb30BAHUS HA TEOPETUYECKOM

y4€OHOM 3aHITHM W CAMOCTOSATEIbHONW paOOThI CTYICHTOB
CMOY PT u PO

PexoMenanmu no padore ¢ 3JIM

1. M3yunTth nH()OPMALIMOHHBINM MaTeprall y4eOHOIro 3aHSITHS

2. BIy4uTh TEPMUHBI U OTIPEACIICHUSA
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[
TPEBOBAHUNATOC

CTyaeHT 10JIKeH

3HaTh:

OCHOBHBIE I'PYIIbI HACJEACTBEHHBIX 3200/1€BaHUM,
PUYMHBI M MEXaHU3Mbl BOSHUKHOBEHUS

YMerTh:
IIPOBOAMTD NPEABAPUTEIbHYI0O THATHOCTUKY
HACJeACTBEHHLIX 00J1e3Hen
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[
LIEJTIN SAHATUA

Y4yeoHan

M3yueHne 3THOI0TMH, ITIaTOT€HEe3a, KIMHUKH, JUAarHOCTUKU IMeHHBIX
OoJIe3HEN

PasBuBaomas
Pazputue y CTyIECHTOB MHTEpPECA K U3yUYaeMOM JUCIUILINHE.

BocnurareabHas

Bocnuranue y CTyA€HTOB YMEHUS JIOTUYECKU MBICIIUTh,
aHAJIM3UPOBAThH, TPAMOTHO (POPMYIUPOBATH U U3J1ararh MOJIyYCHHBIE
3HAHUA.
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OBLUIAA XAPAKTEPUCTUKA 'EHHbIX
3ABONEBAHUN

['ennbIe 00JIE3HU — pa3HOOOpa3Has IpyIIia 3a001eBaHUN, TPUYMHON KOTOPOU
SBJISIOTCS MyTalluM €IMHUYHBIX TC€HOB.

Nx gucno okosio 4000 u BcTpevarorcst onu ¢ yactorou 1:500 — 1:100000.

B Ka)xJ1oM reHe MOKET BO3HHUKATh JI0 HECKOJBKUX JIECATKOB U COT€H MYyTallUi,
BEIYIINUX K 3a00JieBaHUsIM. [ €HHBIE 00JIE3HM HACIEAYIOTCS O 3aKOHAM

Mennens.

|
Kitaccudukanus TeHHbIX 3a00JICBaHUM: |

AYyTOCOMHO-AOMHUHAHTHBIC,
AYTOCOMHO-PCUCCCUBHLIC,

X-CII€NJICHHbIC JOMUHAHTHBIC;

X-CIEIJIEHHBIE-PEIIECCUBHBIE

VY- crerieHHbIe (TOJIaHAPUYECKUE).
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S3ABOJIEBAHUA C AYTOCOMHO-
OOMNWHAHTHBIM HACIEOOBAHWEM

XapakTepHble NPU3HAKHN HACIEeI0BAHUS
1. boJsie3Hb BCTpEUAETCS B KAXKIOM MTOKOJIEHUU POAOCIOBHOM.
2. CooTHOLIEHUE OOIBHBIX MATBYMKOB U J€BOYEK PABHOE.
3. boJIe3Hb Y TOMO3UTOT MPOTEKAET TIKEIIEE, UEM Y T€TEPO3UTOT.

4. BeposITHOCTh POXKJICHUS O0JILHOTO peOeHKa, €CIIM OO0JICH OAUH U3
poauTenen, pasHa 50%.

5. Bo3MOXxHBI cilydau, Korja 0071€3Hb HOCUT CTEPTHIN XapakTep (HemoaHas
IICHETPAHTHOCTh [EHA).
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AHOMAJINN C AYTOCOMHO-
OJOMWHAHTHBIM HACJTEOLOBAHIWELN

benbmt 10KOH




AHOMAJINN C AYTOCOMHO-
OJOMWHAHTHBIM HACJIELOBAH
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SABOJIEBAHNA C AYTOCOMHO-
JOMUWHAHTHBIM HACJITELOBAHUEL
ACTHIMaTH3M — COYCTAHNUE B OHOM INIa3y PasHbIX BUIOB pedpakiuu
WJIM Pa3HbIX CTeNeHeW pedpakiiuy OJHOTO BUIA
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SABOJIEBAHNA C AYTOCOMHO-
AOMWHAHTHBIM HACJIEONOBAHY

I'emepaJsionusi — HOUYHAA CJIENOTA, PE3KOE YXYIAIICHUE 3PEHUS B
YCIIOBUSAX MOHWKEHHOM OCBEIIEHHOCTH, B CYMEPKaX, HOUbIO, IIPU
HUCKYCCTBEHHOM 3aT€MHEHHUH.
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SABOJIEBAHNA C AYTOCOMHO-
AOMWHAHTHBIM HACJIEONOBAHY

[TaTosiorust CTpO€HMST KOHEYHOCTEH

HOJII/I)]aKTI/IJII/IH — MHOI'OITIAJIOCTD
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SABOJIEBAHNA C AYTOCOMHO-
AOMWHAHTHBIM HACJIIENOBAHWEN

[TaTosiorust CTpO€HMST KOHEYHOCTEH

CI/IHI[aKTI/IJII/IH — CPOCHINCCS ITAJIbIbI
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SABOJIEBAHNA C AYTOCOMHO-
OJOMWHAHTHBIM HACJTIELOBAHV

[Tatonorust crpoeHus KOHEYHOCTEN

bpaxuIakTH/IUA — YKOPOUECHHBIC NAJIBIIBI
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SABOJIEBAHNA C AYTOCOMHO-
OJOMWHAHTHBIM HACJTIELOBAHV

[Tatonorust CrpoeHus KOHEYHOCTEN

IKTPOAAKTUJIUSA - AHOMAJIUS PAa3BUTHUSA KMCTH, XapPaKTEPU3YIOIIAsACA HE
TOJILKO YMEHBIICHUEM KOJIMYECTBA IAJIbIIEB, HO U XapaKTEPHBIM €€
BUJIOM: KUCTh B BUJIC KJICIITHU, UMEIOIIEH 2 HaibIla, TU00 BCI KUCTH
PAa3IBOEHA U MAJIbIIbl PACIIOJIOKEHBI HA JBYX CTOPOHAX KUCTH.
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SABOJIEBAHNA C AYTOCOMHO-
OJOMWHAHTHBIM HACJTEOLOBAHIWELN

[Tatonorust crpoeHus KOHEYHOCTEN

APaxXHOOAKTHJINSA - NTAy4YbH NaJbIbI (cuHIpOoM MapdaHna)

|> Nanee |U Boagfat ||4 CopepxaHue }” Bbixog,



SABOJIEBAHNA C AYTOCOMHO-
OJOMWHAHTHBIM HACJTIELOBAHV

AXoHApoOJIA3UA (XOHAPOAUCTPOPUA) — CUCTEMHOE MOPAKEHUE CKEIIETA —
BpOXKJIEHHAs 00JIE€3Hb, XapaKTEPU3YIOIIASICA HAPYLICHUEM SHXOHAPAIBHOTO
OCTEOT€HE3A; MPOSABISECTCS KaPIUKOBOCTbI, KODOTKUMU KOHEYHOCTSIMHU TIPH
OOBIYHOW JJIMHE TYJIOBUINA, AedopMaIlierl HUKHUX KOHEYHOCTEN U
MO3BOHOYHWKA Y OTHOCUTEJIbHON Makpoledannen.
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SABOJIEBAHNA C AYTOCOMHO-
AOMWHAHTHBIM HACJIEONOBAHY

Cunapom Xoar-Apama(CHHAPOM pyKa-cepale) — HACJICACTBECHHOE
COUYCTaHHE aHOMAJIMK OOJBIIMX MAJIbIIEB PYK U JeheKTa MEXKIIpeaACEepaAHON
MEPErOPOJIKHA; 3TO MOHOT€HHBIM CUHJIPOM MHO>XE€CTBEHHBIX ITOPOKOB Pa3BUTHSI.
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SABOJIEBAHNA C AYTOCOMHO-
OJOMWHAHTHBIM HACJIELOBAH

CunapoM BuabsiMmca - HEOOBIUHOE JIMIIO, HU3KUM POCT, KOPOTKHM HOC,
MOJIHBIEC IIEKH, MAJICHbKAs HYKHSISL YE€IIOCTh, YMCTBEHHAS OTCTAJIOCTh

‘U Bosgfar “4 CopepxaHue }| Bbixoq




SABOJIEBAHNA C AYTOCOMHO-
OJOMWHAHTHBIM HACJTIELOBAHV

MukpocomMusi - CHHAPOM IIEpBOM KaOCpPHOU
ITyTH.

KnrHnyeckue mpu3Haku: OJHOCTOPOHHSIA
aHOMAJIMS YIITHOM PAKOBUHBI U TUIIOILIA3US
HUKHEW YEIIFOCTH; AHOMAJIUU IJ1a3; JIMIIO
ACUMMETPUYHO, HAPYIIICHUE TPUKYCA.
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SABOJIEBAHNA C AYTOCOMHO-
OJOMWHAHTHBIM HACJTIELOBAHV

Ocrteorene3s

KianHuyeckue npu3HaKu:
MIOBBINICHHAS JJOMKOCTh
TpyOUaThiX KOCTEH, pedep u
KJIFOYHI] IPU MUHUMAaJIbHOU
TpaBMe, Aepopmaruu
KOHEYHOCTEM, TOJIyObIe CKJIEPBI
I71a3, «IHTapHbIC 3yObD»,
TPEYTroJIbHOE JIUIIO0, KPbIObHU
IIO3BOHKI.
Pentrenoiornuecku BHISIBISIECTCS
MCTOHYCHHE KOCTEH.
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SABOJIEBAHNA C AYTOCOMHO-
OJOMWHAHTHBIM HACJTIELOBAHV

Buruiauro
KianHuyeckue npu3HaKMU: YaCTUYHASA
JCTTUTMEHTALMS KOXKH; TOPaXKEHUE 0OBIYHO
CAMMETPHUYHOE HA PyKax, JIUIIE, 1IEE.
bonbpHbBIE OUEHBb UYBCTBUTEIBbHBI K YO-
ny4aM (MOJTy4aroT COJTHEYHBIE O’KOTH),
MOBBIIIEH PUCK PaKa KOXHU

||4 CopepxaHue }” Bbixoq




SABOJIEBAHNA C AYTOCOMHO-
OJOMWHAHTHBIM HACJTIELOBAHV

T'uneprpuxos («IKOIHU-BOJIKH)

KianHunyeckune NpU3HAKU: YPE3MEPHBIM POCT BOJIOC HA BCEX YACTIX
Tena, KpoMme JIagoHerd u moaomB. Co CPEeTHUX BEKOB
3apETUCTPUPOBAHO TOJBKO S0 cilydaeB KOHTC€HUTAIILHOTO
TANepTUpXx03a. JIpyrux OTKIIOHEHUHN B Pa3BUTHUM HET. JIOKAJIIbLHBIN
TUIIEPTPUX03 MOXKET OTMEUAThCs IIPU HAPYIIIEHUH 0OMEHA BEIIECTB

A6nai n3
daxapAo ’ KazaxcraHva
‘JenOIBK"O”K Manyanb v %
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SABOJIEBAHNA C AYTOCOMHO-
OJOMWHAHTHBIM HACJTIELOBAHV

Heupodudpomaros - 60j1e3Hb PekinHrxaysena

Knunnueckast kapTuHa MHOTooOpa3Ha. Benymumu siBiasroTCs
HEUPOKYTAHHBIE U3MEHEHHSI, HO YaCTO BBISIBISIOTCS TPHU3HAKU MOPAKEHUSI
BHYTPEHHHMX OPTraHOB, KOCTHOM TKaHU, ’K€JI€3 BHYTPEHHEN CEKpEIrH, IJ1as.
Ha ko’xe B OOJIBIIIMHCTBE CIIy4yaeB OOHAPYKUBAIOTCS MUTMEHTHBIC MSTHA U
HEUPOPHUOPOMBI, KOXKHBIC U TOJIKOXKHBIE.
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S3ABOJIEBAHUA C AYTOCOMHO-
PELECCWBHbBIM HACJIEQOBAHWEM

XapakTepHble NPU3HAKH HACJIEI0OBAHUS
1. bosibHOM peOCHOK POXKAAECTCS Y KIMHUYECKU 3JI0POBBIX POAUTEICH.
2. boserot cuOcCkhl, T.€. OpaThs U cecTpa.
3. O0a 1oa mopakaroTcsi OAMHAKOBO.
4. Yame BCcTpeyaeTcs IpU KPOBHO-POJACTBEHHBIX OpaKkax.

5. Eciu 601bHBI 00a cyIipyra, TO Bce IeTH OyayT OOJbHBIMH.
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SABOJIEBAHNA C AYTOCOMHO-
PELIECC/BHbBIM HACJIELIOBAH

HacaeacrBennbie pepmeHTONATHN

DeHWIKETOHYpPUS

B ocHoBe (heHUTKETOHYPHUH JICKUT AePUIUT hepMEHTA
(heHnnaIaHuH-4-TUIPOKCHUIa3a, KOTOPhIA 00eCIIeurnBacT
npeBpaieHue GeHuaagaHuHa B THpO3uH. B pesynbprare
ATOTO MPOUCXOAUT 3HAUUTEILHOE HAKOIICHUE B TKaHAX
U KUJIKOCTSX OpraHu3Ma 00JbHOIO KaK caMoro
(heHUIaIaHMHA, TaK U €ro MPOU3BOIHBIX
(benunykcycHasi, PEHUIMMPOBUHOTpATHAS,
(heHUIMOJIOYHAsI KUCIIOTHI, & TAKXKE
(heHUIALEeTUATTIOTaAMUH, (DEHUIAITUIUIAMUH U Ap.),
KOTOPBIE€ OKa3bIBAIOT MPSAMOE TOKCUYECKOE JICHCTBHE HA
[EHTPaJIbHYI0 HEPBHYIO CUCTEMY, BbI3bIBAIOT
HapyllIeHHs: B O€IKOBOM 0OMEHE, 0OMEHE JIUIO- 1
IJIMKOMPOTEUI0B, B META00JIM3ME TOPMOHOB; BBI3bIBAIOT
paccTpoiicTBa TPAHCIIOPTAa AMUHOKHUCIIOT, HAPYLICHUE
OOMEHa KaTe€X0JaMHUHOB U CEPOTOHHMHA, & TAK¥KE
nepyuHaTaabHbie (DAKTOPHI.
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SABOJIEBAHNA C AYTOCOMHO-
PELIECCVBHbLIM HACJIELOBAH

HacaeacrBeHHbie pepMeHTONATHUI

AJIKaNTOHYPHS - HAaCJIEACTBEHHas 00JI€3Hb, XapaKTEPU3YIOIIASICS BBIICIICHUEM C MOYOM
TOMOT€HTU3UHOBOM KUCIOThI. BposkaeHHBIN 1eUIUT (hepMEHTa TOMOT€HTU3NHA3bI
MPUBOJIUT K HAKOIUICHUIO B TKaHAX (CYCTaBHBIC XPAIIU, CYXOKHUIJINS) TOMOT€HTU3MHOBOM
KHUCJIOTBI U KCKPEIMU ATOT0 META00IUTa C MOUYOH.

KimHaunka ankantonypuun

PaHHuUil Npu3HaK aJIKAITOHYPUH - BBIACICHUE Y peOCHKAa MOYH, OBICTPO TEMHEIOMIEH MpU
CTOSIHUM Ha BO3AYyX€, ITOJOTPEBAHUY, MMOMAIICIAYMBAIOT. B ITaibHEUIIIEM MOKET
IPUCOCIUHUTHCS MOYEKaMEHHAasi 00JIE3Hb, OCIOKHSIIOMIASICS MUETOHEPPUTOM.
XapakTepHO MOPAKEHUE TO3BOHOUYHUKA U KPYITHBIX CYCTABOB, HAIIOMUHAIOIIEE T10

TEYEHUIO XOHAPO3, 001e3Hb bexTepena.
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SABOJIEBAHNA C AYTOCOMHO-
PELIECC/BHbBIM HACJIELIOBAH

HacJseacreeHHbie pepMEeHTONATHH

AJNBOMHU3M — BPOKJICHHOE OTCYTCTBUE HOPMAJIbHOM MMUTMEHTAILIMU B PE3YJITATE
CHIDKCHUS aKTUBHOCTHU (DEpMEHTA TUPO3MHA3BI, MPEBPAIIAIOIIErO0 AMUHOKUCIOTY
THPO3WH B IUTMEHT MEJIAHVH
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SABOJIEBAHNA C AYTOCOMHO-
PELIECC/BHbBIM HACJIELIOBAH

Hapyuienue nunuaHoro ooMeHa

boae3ns BoiabMaHa — 3710 penkoe HaciaeACTBEHHOE 3a00/I€BaHUE TUITHIHOTO
oOMeHa. Y OOJBHBIX HAOIIOIAETCI HEXBATKA KUCJIOU JIN30COMHOM JIUIIA3b] —
CIleliMaJbHOro (hepMEeHTa, IOMOTAOIIEr0 PACIICIUIATh )KUPBI, OH OTBEYAET 3a
TUAPOJIN3 TPUTIIMIIEPHIOB B A(UPOB XoJIeCTepuHa. B CBs3U ¢ 1e(pUIIUTOM JIMIIA3kI
ATH BEIIECTBA HAKAILJIMBAIOTCS B MakpodarajabHOM cucTeMe deaoBeka. bosie3Hp
BosbMaHa OTHOCUTCS K T€3aypHUCMO3aM, 3TO 00JIE3Hb HAKOIUICHUS U30bITKA
BEIIIECTB B OpraHM3Me, B Pe3yJIbTaTe KOTOPOro MPOHUCXOAUT HAPYILICHUE CTPYKTYP U
byHKIMNA KIeTOK. JIumonaHbie CyOCTaHIIMN OTKIIAABIBAIOTCS B CEIE3EHKE, IICUCHH,
HAJMOYCYHHUKAX, KOCTHOM MO3T€, JIETKUX, TUM(Oy31axX, KoyKe, MO3re, B CIU3UCTON

TOHKON KUIIKHU. ‘ J
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SABOJIEBAHNA C AYTOCOMHO-
PELIECC/BHbBIM HACJIELIOBAH

Hapyuienue nunuaHoro ooMeHa

boje3ns Tes-Cakca — amaBpoTuyeckas
UINOTHUS — HACJIEJICTBEHHOE 3a00JIEBaHHUE,
XapaKTEPU3YIOLIEECS MPOTrPECCUPYIOITUM
CHIDKEHHEM 3PCHUS W MHTEJJIEKTA B
COYETaHUU C APYTUMU
HEBPOJIOTUYECKUMH CUMIITOMAaMH.
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SABOJIEBAHNA C AYTOCOMHO-
PELIECC/BHbBIM HACJIELIOBAH

Hapy1iienue yriieBogHOro ooMeHa

I'ajmakTo3eMusi — HaclaeACTBEHHOE 3a00JICBaHUE,
00yCJIOBJIEHHOE HAPYIIIEHUEM CUHTE3a TaJIAKTO3bI
KnvHnyeckn nposBiIseTCs rernaroMeraivuei,
KaTapakToM, [UPPO30OM II€UEHN, YMCTBEHHOM
OTCTAJIOCTBIO.
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SABOJIEBAHNA C AYTOCOMHO-
PELIECC/BHbBIM HACJIELIOBAH

Hapy1iienue yriieBogHOro ooMeHa
Mykonjancaxapuao3bl (raproujiu3msl)

Cunapom Mopkuo

KivHn4ueckre mpu3Hakn: OTCTABaHUE B POCTE,
nedopmarins MO3BOHOYHUKA U TPYJIUHBI, T1edhopMarus
KOJICHHBIX CyCTaBOB, KOPOTKas I1€sl U TUIIEPTPOhUs
HIDKHEW 4acTH JIulia, O0JIbIION )XUBOT. CMepTh yalle
OT CEpACYHOU narojoruu 10 20 JeT.
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SABOJIEBAHNA C AYTOCOMHO-
PELIECC/BHbBIM HACJIELIOBAH

AdudpuHOreHeMHusi — peKOe 3a00JI€BaHUE U3 TPYMIIbI
reMOpPpPArn4eCKuX AUaTe30B, XapaKTEPU3yoIeecs
KPOBOTOYMBOCTBIO, CBSI3AHHOM C BPOXKJICHHBIM
OTCYTCTBUEM (PUOPHUHOTEHA.
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SABOJIEBAHNA C AYTOCOMHO-
PELIECC/BHbBIM HACJIELIOBAH

HxTHo03 xapakrepusyercs audQdy3HbIM HapyIICHHEM
OpPOTOBEHMS 10 TUITY TUIIEPKEPATO3a U TPOSIBIACTCS
00pa30BaHMEM Ha KOXKE YelllyeK, HATOMUHAIONIMX YEIIyIO
PBIOBL.
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3ABOJIEBAHNA C AYTOCOMHO-PELUECCHBHbBIM
HACJIEODOBAHVEM

boaesns KonoBajsioBa — Buiibcona — (remarouepeopaibHasi {ucTpodus) -
HACJIEJICTBEHHOE 3a00JIEBaHNE, CBI3aHHOE C HapyllIeHUEM (PYHKIIUM MIEYCHU U OOMEHa MEIH.
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SABOJIEBAHNA C AYTOCOMHO-
PELIECC/BHbBIM HACJIELIOBAH

AJIPEHOTeHUTAJbHBIN CHHAPOM — BPOKACHHAS THNEPIIA3ZUSA KOPbI
HAAMOYEYHUKOB
KiilmHHYecKHue MPU3HAKHU: )KEHCKHH TICEBIOrepMadpoIUTU3M,
MOBBIIIEHHAS CEKPELMs TOPMOHOB KOPbI HAAIIOYEYHUKOB; TUIIEPTPODUS
KJINTOPa U THIEPIUTMEHTALMS TEHUTAIbHON 001aCTH, BHYTPEHHHUE
IIOJIOBBIE OpTraHbl C(hOPMUPOBAHBI ITPABUIIBHO, PAHHEE MOJIOBOE
CO3pEBaHUE
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SABOJIEBAHNA C AYTOCOMHO-
PELIECC/BHbBIM HACJIELIOBAH

Cunapom Hynana

KiimHu4yecKue NPpU3HAKU: TUIIEPTEIOPU3M, SIUKAHT, HU3KO
MOCAXXECHHBIC YIIIHU, HAPYIICHUE TPUKYCA, aHTUMOHTOJIOUTHBIN Pa3pes
713, KPUIITOPXU3M, AaHOMAJIMH TPYJIAHOM KJIETKHA, HU3KUW POCT, MOPOKHU
cepAua, YMCTBEHHasi OTCTAJIIOCTh
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SABOJIEBAHNA C AYTOCOMHO-
PELIECC/BHbBIM HACJIELIOBAH

Cunapom KokkelHa

Kilmanyeckue npu3Haku: HU3KOPOCIOCTh, CTapOOOpa3HOE JIUIIO,
MUKpoILehansi, yMCTBEHHasI OTCTAJIOCTh, JE€Tr€HepaIus CETYaTKH,
nedopmanum CycTaBoB, KUJIECBUIHAS TPYAHAS KIETKA, TPEMOP, AHOPEKCHS,
KPUNTOPXH3M
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SABOJIEBAHNA C AYTOCOMHO-
PELIECC/BHbBIM HACJIELIOBAH

AXOHJIpOreHes

KinHu4yeckue npusHaku:
BOJSHKA TIJI0/1a, PE3KOE
YKOPOUYEHUE KOHEUHOCTEH, IIEU U
TYJIOBUIIA, OOJIBIINE pa3MEPhI
yepena. PEHTreHoornyecKu
BBISIBJISIETCSL YKOPOUYEHHUE pedep U
OTCYTCTBUE KaJblU(DUKAIIUU
TAa30BbIX KOCTEN U MOSICHUYHBIX
ITO3BOHKOB.
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SABOJIEBAHNA C AYTOCOMHO-
PELIECC/BHbBIM HACJIELIOBAH

Iporepusi — cuHIpOM
MpexKIeBPEMEHHOI0
CTapeHus

KianHu4yeckue NpU3HAKM: PEIKOE
TeHEeTHYECCKOE 3a00IeBaHNE, YCKOPSIOINICEe
nponecc craperus B 8-10 pas. letn
yMHAPAIOT B 13-15 net nociie HECKOIbKUX
UH(APKTOB U UHCYJIBTOB APSXJIBIMU
CTapUKaMH.

boJsie3Hb BBI3BIBAET MYTAHTHBIN T€H
LMNA, otBeyaromuii 3a CHHTE3 OEJIKOB
Lamin A,B,C, HEOOXOTUMBIX IS
COCIMHUTEIIbHOU TKaHu. Hactynaer
TOTAJIbHAS AJIOTNEINs, Ha KOXKE Yeperna
BBIPA)KEHA BEHO3HAs CETh
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SABOJIEBAHNA C AYTOCOMHO-
PELIECC/BHbBIM HACJIELIOBAH

Cunapom Jiapca - J[aHiio

KianHun4yeckue npusHaKku:
TUIIEPPACTSHKUMOCTh COCIMHUTEIIbHON
TKaH! (HapyIICHUE CUHTE3a
KOJUIAreHa); KoXa TOHKas Kak Oymara;
nepernOaHre najablieBbIX CYCTABOB HA
90, a TOKTEBOTO U KOJIEHHOT'O CYyCTaBOB
Ha 10 °; MIOpOKKH BHYTPEHHUX OPraHOB.
CylecTBy€eT 8 THUIOB.
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X-CLUENMMNEHHOE PELUECCUBHOE
HACIIEAJOBAHUE

XapakTepHble NPU3HaKu HacnegoBaHUs
1. BOJIEIOT TONBKO MAJIBYUKH T10 JINHUW MaTEPH.

2. Pogutenu pobaHaa 310pOBHI.
3. bonbHOM My>XUKMHA HE TIepeaaeT 3a00JI€BaHUE CHIHOBBSIM, HO BCE €0
J0YEpH ABJISIOTCS HOCUTEILHUIIAMU.
B Opake KeHIIMHBI-HOCUTEIBHULIBI C 00JIbHBIM MY>kunHON 50% nodepen u
50% chIHOBEWN OOJIBHBL.
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X-CLUENMMNEHHOE PELUECCUBHOE
HACIIEAJOBAHUE

'mapouedanusa

KimHnyeckne Npu3HAKHU: YBEIMUYCHUE
00beMa rojI0Bbl, pacCIIUpPECHUE
KEITYAOYKOB MO3Ta; HICTOHYCHUE U
PACXO0XKJICHUE KOCTEH Yeperia,
JTACIIPOIIOPIIMS MO3TOBOM M JIMLIEBOM
yacTeu yeperna, Kocorniasue, yMCTBEHHas
OTCTAJIOCTh U 3aJIEPHKKA PA3BUTHUS,
PACCTPOKCTBA IBUKEHUM U KOOPJAUHALIUY,
HUCTarM, arpodusi 0eJI0ro BeIecTBa
MO3ra.
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X-CLUENMMNEHHOE PELUECCUBHOE
HACIIEAJOBAHUE

Femodunus

KinHHYecKHe NPU3HAKHU: TIOA- U BHYTPH
KOJKHBIC KPOBOTCUCHUS, KPOBOU3IUSIHUS B
KpPYITHBIE CYCTaBhbl, TOAKOKHBIC
MEKMBIIIICUHBIC TEMATOMbI, TeMaTypusl,
CHJIPHOE KPOBOTEUECHHE IIPU TPaBMax.
[IpyunHa: AePUIUT aHTUTEMO(UIBHOIO
I100yJIMHA.
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X-CLUENMMNEHHOE PELUECCUBHOE
HACIIEAJOBAHUE

JdajabTOHM3M — HapyIIEHUE LIBETOBOT'O
3peHus
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X-CLUENMMNEHHOE PELUECCUBHOE
HACIIEAJOBAHUE

AraMmmoryio0yJ1MHeMHus - HaCcJICJICTBEHHOE 3a00JI€BaHuE,
XapaKTePU3YIOIIEeCss OTCYTCTBUEM WIIM PE3KUM CHH>KEHUEM COACPKAHUS
B KPOBU raMmMa-nIo0yauHOB. [Ipr 3TOM CHUXKAETCS MW CTAHOBUTCS
HEBO3MOXXHOU BBIPA0OTKA aHTUTEJ, B CBSI3U C U€M OOJIbHBIE C
araMMarjaoOyJIMHEMUE Ype3BbIYaliHO MOJBEP>KEHBI MH()ECKIIMOHHBIM
OOJIE3HAM.

BcTrpedaercs TOIbKO y MaJbuMKOB, OOBIYHO B BO3pAcTe 0 6 JIET.
Haumnnaetcs 3a00ieBaHHE€ OOBIYHO CO 2-T'0 TOJia )KU3HM, HO IIEPBBIE €T0
HPU3HAKK MOTYT MOSIBUTHCS yKE€ B KOHIIE 1-r0 roga. Kinuauyecku
araMManIoOyJIMHEMUS XapaKTEpU3yeTCsl PelUIUBAPYIOIIUMHA
OakTepHaIbHBIMU UH(PEKIUSAMU, B TO BPEMSI KAK BUPYCHBIE IEPEHOCITCS
O0OBIYHO YJIOBJIETBOPpUTENIHHO. MH(EKIIMOHHBIE 00JIE3HU MTPH
araMManioOyJIMHEMUH POTEKAIOT JJIUTEIBHO, C YaCThIMU 000CTPEHUAMU
U TSHKEJIBIMM OCJIOKHEHUSAMU. OTMEUar0TCsl IOBTOPHbBIE THEBMOHUU,
OTHUTBI, MMOJIEPMHUH, CETICHC.
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X-CLUENMMNEHHOE PELUECCUBHOE
HACIIEAJOBAHUE

IceBanoruneprpopuueckas gucrpodpus /lromena
PEIKO BCTPEUAIOIIEECS BPOXKICHHOE 3a00I€BaHUE,
XapaKTEPU3YIOIIEECS MBIIIEYHON CIIa00CTHIO.

CuMITOMBI 00JI€3HU HAYHYT MPOSIBIATHCS JIUIIb K 18
Mmecsam. Bece monbeiTku pedeHKa BCTaTh HA HOTH,
HavyaTh XOAUTh OyIyT 3aKaHYMUBATHCS HEeyladyHO. [lepBbiM
IIPU3HAKOM 3a00JIEBAHUS MOXET CTATh TOT (PAKT, YTO
PEOCHOK HE HAUMHAET XOIUTH K MOJIOKEHHOMY BPEMEHH.
Mauibiiin XOIUT Bpa3BAIOYKY U MAAET TOPa3io yalile,
4YEeM OCTaJIbHBIE JETU B €0 BO3pACTE. XapaKTePHBIM
CUMIITOMOM OOJIE3HU MOTYT CTaTh MOMBITKH peOCHKa
BCTaTh W3 MOJIOKEHUS CUJIS Ha TTOTY, PU KOTOPBIX OH
MO/JIEP>KUBAET HOTY C MOMOIIIBIO PYK.

NKpoHOXHBIEC U O€IPEHHBIE MBIIIIBI MOTYT Ka3aThCsl
Kpemnye, 4eM OObIYHO, XOTSI Ha CaMOM JIeJI€ OHU OY€Hb
cj1a0bI€ ¥ HE B COCTOSIHUM BBITIOJIHSATH CBOM (DYHKIIHH.
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3ABOJNNIEBAHUA C X-CLENJIEHHbIM
AJOMUHAHTHbIM HACIIEAJOBAHUEM

XapakTepHble NpU3HaKn HacneaoBaHUA
1. 3aboneBaHWe BCTpeYaeTcsa YacTo U BO BCEX MOKOIEHUSX

2. XXeHLnHbI HacneayT Npu3Hak Yalle, YemM MY>KYUHbI

3. B cembe, rge myxunHa 6oneH, a XeHLuHa 300poBa, bonetoT
TOSIbKO A04YEPU, a BCE CbIHOBbSA U UX OETU 300POBbLI.

4.Y 300p0OBbIX poanTenen oetTn 300poB.I
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X-CLUENMNEHHOE AOMUWHAHTHOE
HACIIEAJOBAHUE

I'unogochaTHbIii pAXUT — HACJIEACTBEHHOE 3a00JI€BaHNE,
XapaKTEepU3YIOIIEeCss HU3KUM COAEPKAaHUEM IIEI0UYHON
(ocdoTazbl B CLIBOPOTKE KPOBH. 3a00JI€BAHUE COMTPOBOKIAECTCS
aHOMAaJIMSIMU CKeJieTa BCIIEICTBUE HApyIIIEHUSI IIPOIIECCOB
OKOCTEHEHMUSI.
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X-CLUENMNEHHOE AOMUWHAHTHOE
HACIIEAJOBAHUE

HacneacrtBeHHas cnenora
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X-CLUENMNEHHOE AOMUWHAHTHOE
HACIIEAJOBAHUE

NoTeMHeHue 3yOHOM amanu
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Y-CUEMNJIEHHOE HACJINEOOBAHUE

XapakTepHble NpuU3HaKu HacnegoBaHUA
1. 3aboneBaHne BCTpeYaeTcs 4acTo U BO BCEX MOKONEHUSAX

2. 3aboneBaHne BCTPeYaeTCs TONbKO Y MYXX4YMH, KOTOPbIE NepeaaoT
NPU3HaK TONbKO CBOMM CbIHOBbSIM.
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Y-CUEMNJIEHHOE HACJINEOOBAHUE

MMnepTpUX03 YLWHbLIX PaKOBUH
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Y-CUEMNJIEHHOE HACJINEOOBAHUE

I'Iepen0HKV| MeXxay nanbuamu
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BOMNPOCHI AJ1A SAKPEIJIEHUA
MATEPUATA
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KAKOBA NMPUYNHA FTEHHbIX BONE3HEWN?

[ eHHbIe 00JI€3HM — pa3HOOOpa3Has IpyIia
3a00JI€BaHUI, MPUUYNHON KOTOPOU SBISIOTCS
MyTallMy €IMHUYHBIX T€HOB.
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KAK KITACCUNOUNLUNPYKOTCA NEHHBIE BOJIESHA 10O
TMHAM HACREOQOBARHWA?

1) ayToCOMHO-JOMUHAHTHBIC;
2) ayTOCOMHO-PELIECCUBHBIE;

3) X-ClLeIUICHHbIE JOMUHAHTHBIC;

4) X-ClLECIUICHHBIC-PEIIECCUBHBIC

5) V- cuenneHHble (TOJIaHIPpUYECKUE).
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[10 KAKOMY TUITY HACIEOYKOTCA MNATOJOI NN
CTPOEHNA KOHEUMHOCTEW?

ITaTonoruu CTPOCHHU:I KOHEYHOCTCH HAaCJICAYIOTCA 110
dYyTOCOMHO-IOMHWHAHTHOMY THITY
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KAKOBbI XAPAKTEPHbIE NMPU3HAKWN HACITEQOBARHUA Y
AYTOCOMHO-PELECCWBHbIX 3ABOIEBAHWIA?

XapakTepHble NPU3HAKH HACJIEI0BAHMS
1. BonbHOM peOEHOK POKIACTCS Y KIMHUYECKHU 3[I0POBBIX POAUTEIICH.
2. bosetoT cuOCHl, T.€. OpaThsi U CECTPHI.
3. O6a moja nmopa)karoTcs OJUHAKOBO.
4. Yaiiie BCTpedaeTcsi Ipyu KPOBHOPOACTBEHHBIX Opakax.
5. Ecniu 601bHBI 00a cyripyra, To Bce 1eTh OyayT OOJbHBIMH.
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MPUBEOUTE NMPUMEPLI 3ABOJIEBAHUM C X-
CHERREHHBIM PEHECCBHBIM HACHEQOBAHMEM

['emodunms

['uapouedanus

JlamsTOHM3M

[IceBnoruneprpoduyueckas ucTpodus
J{romexna

AramMMarinoOyJInHEMUS
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MPUBEOUTE NMPUMEPLI 3ABOJIEBAHUM C X-
CHUERREHHBIM AOMWHAHTHBIM HACHELOOBAHWEM

['unodocdarHbiil paxuT

HacnencrBennas ciemnora

[ToreMHEHME 3yOHON MM

|> Nanee |U Bo3@aT ||4 CopaepxaHue }|| Bbixoq



MPUBEOWUTE NMPUMEPLI 3ABOJIEBAHWN C Y-
CHERREHHBIM HACHELQOBAHWMEM

[ nneprpuxo3 yuiHeIX pakoBUH

Ilepenonku Mex a1y najabliaMu
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TEPMWHbI N OMNPEOEJIEHNA

AramMMorinoOyJIuHEMHS — HACJIEICTBEHHOE 3a00JIEBAHUE, XapAKTEPHU3YIOIIEECs
OTCYTCTBUEM HWJIM PE3KUM CHUYKCHHEM COJIep>KaHHUs B KPOBU raMMa-
IJ100yJIMHOB

AJIPEHOTEHUTAIIBHBIN CHHIPOM — BPOXKJICHHAS TUIIEPILIA3US KOPbI HAAIIOYECYHUKOB
ANBOUMHU3M — BPOXKJICHHOE OTCYTCTBUE HOPMaJIbHOM MUTMEHTAI[UU

AJIKaITOHYpHUs — HACJIEICTBEHHAsI 00JI€3Hb, XapaKTEPU3YIOIIAsCS BbIJICIICHUEM C
MOYOH TOMOT'€HTHU3NHOBON KHUCJIOTHI

ApaxHOJAKTUJINS — TTaydbH NaJIbIbI (CuHApOM MapdaHna)
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TEPMWHbI N OMNPEOEJIEHNA

ACTUTMATH3M — COYETAHWE B OJHOM IIa3y Pa3HBIX BUJIOB pePpaKIUU WIN PA3HBIX
CTETEHEN pedpaKky OJHOIO BHUIA

AYTOCOMHO-JOMHUHATHOE HACIIEAOBAHUE — TUIl HACJICIOBAHUS IIPU3HAKA, IPU
KOTOPOM OJJTHOTO MYTAHTHOI'O aJIJIeJIs, JOKAJIU30BaHHOIO B ayTOCOME,
A0CTATOYHO, YTOOBI O0JIE€3Hb WJIU MTPU3HAK MOTIIU MPOSIBUTHCS

AyYTOCOMHO-PEIIECCUBHOE HACJIEIOBAHNE — THUII HACJICIOBAHUS MPHU3HAKA WIIN
00JIe3HH, ITPH KOTOPOM MYTAHTHBIN aJlIeib, TOKAIU30BaHHbBIM B ayTOCOME,
I0JDKCH OBITh YHACJICAOBAaH OT 000UX pOoAUTEeNeH

AdubpuHOreHeMUs — pelIKoe 3a00J€BaHNUE U3 TPYIIIbl FEMOPPArUYECKUX
JIMaTe30B, XapaKTEPU3YIOIIEECs] KPOBOTOUYUBOCTHIO, CBA3aHHOM C BPOXKJICHHBIM
OTCYTCTBUEM (PUOPHHOTECHA
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TEPMWHbI N OMNPEOEJIEHNA

benblii IOKOH — HEOKpallleHHas Ipsiab BOJIOC HAJI0 JIOOM

bpaxugakTiinsg — yKOpOUCHUE MajbIEeB
Butmwimnro — owyaroBasi J€MUIrMEHTAIMSI HEKOTOPBIX YUYACTKOB KOXH
['abcOyprckast 4eJICTh — MAaKpOTeHUS — YBEJIMYECHHUE Pa3MEPOB HUKHEU YEITIOCTH

['ajlakTo3eMHus — HACJIEICTBEHHOE 3a00JIeBaHue, 00YCIOBICHHOE HAPYIIICHUEM
CHUHTE3a TaJaKTO3bl HACJICJICTBEHHOE 3a00IeBaHKe, 00YCIOBICHHOE
HapyIICHUEM CUHTE3a raJIaKTO3bI

['eModunst — HECBEPTHIBAEMOCTh KPOBHU
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TEPMWHbI N OMNPEOEJIEHNA

['ennble O0JIE3HU — pa3HOOOpa3Has Ipylina 3a00JeBaHUM, IPUIMHOM KOTOPOM
SBJISIOTCS MyTallMU €IMHUYHBIX T€HOB

['uaponedanus — 3aboeBaHUE, XapaKTepU3yIoIeecs N30bITOYHBIM HAKOIJICHUEM
1epeOpOCIMHAIBLHOM JKUAKOCTH B JKEIIyI0YKaX MO3Ta M I0H000JI09CUHBIX
IIPOCTPAHCTBAX

['unepTprxo3 yIIHbIX PAKOBUH — HAJIMYME IPyObIX MUTMEHTUPOBAHHBIX BOJIOC HA
YIIHBIX PAKOBAHAX

['unodocdarHbiil paxuT — HACIEICTBEHHOE 3a00JIEBAHUE, COMPOBOXKIAIOIICECS
AHOMAJIUSIMU CKEJIETa BCJICACTBUE HAPYIICHUS MPOIIECCOB OKOCTECHEHMS
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TEPMWHbI N OMNPEOEJIEHNA

H&HBTOHI/IBM — HApYIICHHUC IBCTOBOI'O 3PCHUA

VXTHO3 — HAcCIEACTBEHHOE 3a00JIeBaHKE, XapakTepusyronieecs aupdy3HbIM
HapyIIEHUEM OPOTOBEHHS HO TUIY THIIEPKEPATO3a U MPOSIBISIOIIEECS
00pa30BaHMEM Ha KOXE YECIIYEK, HAIOMWUHAIOIIHUX YEIITYIO PHIOBI

Mukpocomusi — 3a00JieBaHUE, TTPOSIBIISIIOIICECS OTHOCTOPOHHEW aHOMaJIMEH
YVIIHOW PAKOBUHBI U TUIOIUIA3UEN HUKHEN YETTFOCTH, AaHOMAJIUAMMU TJIa3,
ACCUMETPUYHBIM JIUI[OM, HAPYILICHUEM IIPUKYCA

Mykomnonucaxapuao3bl — TpyIina HACISACTBCHHBIX 3a00JICBaHMUI,
00yCJIOBICHHBIX TCHETHUUSCKUM e(HEKTOM (DepMEHTATHBHOTO PACHICTIIICHHS
CJIOHBIX YIJIEBOJOB M COMPOBOXKIAOIINXCS aHOMAJIUSIMU CKeJIeTa, poCTa,
OPOKaMU Pa3BUTHUS BHYTPCHHUX OPraHOB
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TEPMWHbI N OMNPEOEJIEHNA

Heitpodudbpomaros ( 6ose3Hb PekianHrxaysena) — 3a0ojieBaHHE, MPOSBISIONICSCs
MOSIBIICHAEM Ha KOXK€ ITMTMCHTHBIX ISTCH M KOXKHBIX U ITOAKOKHBIX
Herpohuopom

Octeorenes — 3a0o0jeBaHKEe, COMPOBOXKAAIOIICECS JOMKOCThIO KOCTEH
[loaugakTuiuss — MHOTIOMNAJIOCTh
[Iporepuss — cHHAPOM IPEKIACBPEMEHHOTO CTAPCHUS

[IceBnoruneprpoduueckas nuctpodus JlromeHa — peako BCTpeyaromieecs
BPOXKJICHHOE 3a00JIeBaHKE, XapaKTEPU3YIOIICECs MBIIIIEYHOW CI1a00CThIO
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TEPMWHbI N OMNPEOEJIEHNA

CHUHOAKTUIAS — CPOCIIUECS HNAJIIIbI

Tes-Cakca cuHapoM ( aMaBpTHYECKasi HAUOTHS) — HACIIEICTBEHHOE 3a00JICBaHKE,
XapaKTEepU3yIOIIeeCcs MPOrPECCUPYIONIMM CHIKEHUEM 3pEHUSI UM UHTEIIJICKTa B
COYETAaHUU C APYTUMH HEBPOJIOTMYECCKUMH CUMIITOMAMU

Y -CLIEIUIEHHOE HACJIEAOBAHUE — THII HACIIEIOBAHUE NMPU3HAKOB, T€HBI KOTOPBIX
JIOKJIN30BAHBI B Y -XPOMOCOME

DeHuIKeTOHypHsT — HaCIEJACTBEHHOE 3a00yieBaHue, 00yCIOBICHHOE HAPYIIICHUEM
oOMeHa (peHnIasaHnHa, XapaKTeprU3yoIIeecs MPOrPeCcCUPYIOIEM CIa00yMueM
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TEPMWHbI N OMNPEOEJIEHNA

depMeHTONIaTUM  — IpyIina 3a00J€BaHUM, COMTPOBOKAAIOIINXCS HAPYIICHUEM
oOMeHa (pepMEHTOB

Xont-ApaMa CUHIPOM (CHHIAPOM PYKa-CEp/ilie) — HACIEICTBEHHOE COYETAHUE
aHOMAJIN OOJIBIIINX MAJIBIEB PYK U J€(EKTAa MEKIIPEICEPAHON MEPETOPOIAKH

X-CHCHHCHHOC HaCJICIOBAHUC — THUII HACJICAOBAHHUC IIPU3HAKOB, I'CHBI KOTOPBIX
JJOKAJIM30BAaHEI B X-XpOMOCOMe

OKTPaJaKTWINS — aHOMAJIMS Pa3BUTHS KUCTH, XapaKTEPU3YIOIIAsACs
YMEHBIIICHHEM KOJIMYECTBA IaIbIIEB, XapaKTEPHbIM €€ BUJAOM - KHUCTU B BUJIC
KJICIIIHU, UMEIOIIEH 2 majbla
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KoHeU paboThbl.
Bbl AeNCTBUTENIbBHO XOTUTE 3aKOHYUTb PaboTy C
UWHPOPMALMOHHBLIM MaTepuanom TeMbl

«XpOMOCOMHbLIe 60ne3Hu»?
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