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IHosicHUTEABLHAA 3AIINCKA

B nactosimiee Bpemsi mzBectHo Oosiee 4000-5000 reHHbIx OoJie3HEH
YeJI0BEKa, C pa3MYHOM KIMHUYECKOM KapTUHOMW, pasjiM4usiIMU B BO3pacte,
CKOPOCTH HapacTaHUsli CUMIITOMOB, TS)KECTU UX MPOSBICHHS U TMOCIEICTBUAMH.
Yactora stux 0onesneit 1:500-1: 100000 u pexe. B ob6mieit cymme yactota Beex
MOHOTEHHBIX 3a00neBanuil cocrabiget 2,5 — 30% na 1000 HOBOPOKIEHHBIX.

3HaHME 3aKOHOMEPHOCTEW HaclleIOBaHUs, MPUYUH BO3HUKHOBEHHUS T'€HHBIX
3a00eBaHuil, UX KIMHUYECKUX MPOSABICHUH MOKET MOMOYb B JIMAarHOCTHKE,
JICYEHUH U MPOPUIAKTUKE MOHOTEHHBIX 3a00JI€BaHUN.

MeauiuHCKui MepcoHall, HaXoAsCh B TECHOM OOIIEHWU C OOJIbHBIMU B
CTallMOHapax M Ha JIOMy, BO MHOIOM MOXET NOMOYb B PEIIEHUU CEMEUHBIX,
OBITOBBIX, TCHUXOJIOTHYECKUX U COLMAIbHO-DKOHOMHYECKUX MpoOJeM, HMes
KJIMHUKO-TEHETUUYECKYIO MOJATOTOBKY.
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Tema: I'ennbie 3200/ 1eBaHUA

Buja 3anaTus — aeknus

Iponoaxurenbuoctb — 90 MuH.
HEJIA 3AHATUA

1. YueOHbIe 1eu:

- copMUpOBaTH CUCTEMY 3HAaHUW O TEHHBIX 3a00JICBAaHUSIX, MPUUYUHAX HX
BO3HUKHOBEHUs, KJIacCUPUKAIMK TI0 THUIAM HacleJOBaHUS, OCOOCHHOCTAX
KIIMHUYECKUX MPOSIBJICHUN YaCTO BCTPEUAIOIINXCS TeHHBIX 3a00JI€BaHUI.

2. Pa3BuBaloiue 1mejiu:

- MIPOJIOJDKUTH ()OPMUPOBAHNE YMEHHS aHAIM3UPOBATh, CPAaBHUBATh, 0000IIATH U
JIeNIaTh BBIBOABI HA OCHOBE PEIIEHHUS CUTYallMOHHBIX 337]a4 Ha OINpPEICICHUE BUIA
FE€HHOM MaTOJOTuM, €€ TUIIA HACcJIeJOBaHMS.

3. BocnuTaTteJbHbIE 11€JIH:

- CO3/7aBaTh COJICp)KAaTEIbHbIC W OPraHW3AllMOHHBIC YCIOBUSA [JI1 Pa3BUTHS
CaMOCTOSITEJIbHOCTH B JIOOBIBAHWUU CTYJICHTaMHU 3HAHHM, CKOPOCTH BOCTIPUSITUS U
nepepaboTk HUHQPOpPMAIUMU, KYJbTYPhl PEYH, BOCIHTAHUHW HACTOMYMBOCTH B
JTOCTHXKCHUU 11e1U; (HOPMUPOBATh YMEHHE PabOTaTh B KOJUICKTHBE M KOMaH/IC.

MeToabl 00yuyeHHsI — OOBSCHUTEIBLHO-UUTIOCTPATUBHBIN, PENPOAYKTHUBHBIN,
YaCTUYHO — NOMCKOBBIN, ucnojib3oBanue MKT

MecTo NMPOBCACHUSA 3AHATHUH — KaOMHET 6I/IOJ'IOFI/II/I, adHAaTOMHHU U I'CHCTHUKHU
YCJIOBCKA C OCHOBaMH MCI[PIHI/IHCKOﬁ T'CHCTHUKU.

H3yuue oannyro memy, cmyoenm 00axceH
3HamMb:

e [lonsaTue reHHbic 3a00eBaHus, GEPMEHTONIATUN
e Tumnel HacIeIOBaHMUA T€HHBIX 3a00JIEBAaHUA.
e BxemHue npu3Haku (CHMTOMOKOMIIJIEKCHI) T€HHBIX
3a00sIeBaHM.
ymembo:

e OmnpenemnsiTh 3a00JIeBaHNE TI0O CUMIITOMOKOMILICKCY

e OnpenensiTh TUN HACIEAOBAHUS TCHHOTO 3a00JICBaHUS

e OnpenensTh HACIEICTBEHHOE TEHHOE 3a00JIEBAaHUE 110 CUMIITOMAM H
dotorpadusim 6OIBEHBIX

BJIaJleTh KOMIIETCHIUAMMU:
OK 2. Opranu3oBbiBaTb COOCTBEHHYIO J€ATEIIBHOCTb, BHIOMPATh THUIIOBBIE

MECTOAbI H CIIOCOOBI  BBITIOJIHCHUS HpO(l)eCCI/IOHaJIBHBIX 3agad, OLCHHMBATb HX
BBIINMOJIHCHUEC U KAYCCTBO,



OK 3. Pewats npoOnembl, OLIEHHBATh PUCKUM W MPUHUMATh PEIICHUS B
HECTaHAAPTHBIX CUTYalUsX;

OK 4. Ocy1iecTBasATh MOUCK, AHAJIU3 U OLIEHKY MH(POpMaLUU, HEOOXOAUMON

TUTSI MOCTAHOBKHU U peleHus npodeccruoHaIbHBIX 3azady,

npo(hecCUOHaIBLHOTO U JINYHOCTHOT'O Pa3BUTHS

[IK1.1 | [InanupoBaTh 00CI€OBAaHUE MALMEHTOB PA3IMYHBIX BO3PACTHBI}
TPYIIIL.

[IK2.1 | Onpenensate NporpaMmy JIEYEHUS MALUEHTOB PA3JIMYHbBIX
BO3PACTHBIX TPYIIII.

I[IK 2.2 | OnpenensaTe TAKTUKY BEACHUS MALMEHTA.

I[IK 2.3 | BoIoaHsaTh JiedueOHbIE BMEIIATEIHLCTBA.

[IK 2.4 | [IpoBoauTh KOHTPOJIb 3)PEKTUBHOCTHU JICUCHHUS.

IIK 3.1 [IpoBOANUTE AMATHOCTUKY HEOTI0KHBIX COCTOSTHUM.

I[IK 3.2 | OnpenensTh TAKTUKY BEJICHUS MAallMCHTA.

IIK 3.3 BuImoHSTE JIeueOHbIe BMEIIATEILCTBA 110 OKAa3aHHUIO
MGHHHHHCKOﬁ IIOMOIIM Ha JOTI'OCIIMTAJIBHOM OTalIC.

IIK 3.4 | [IpoBoANTH KOHTPOJIH 3P HEKTUBHOCTH TIPOBOIUMBIX
MEPOIPUATHH.

IIK 3.5 | OcyuiecTBasATh KOHTPOJIb COCTOSHUS MaIlMCHTA.

Mexnpenmernbie cBsa3u: OI1.02 AnaTomus u pu3HOIOTHS YEIOBEKA
Ocnawenue 3anamus :
Juoakmuueckuit odyuarowuii mamepua-

1. KomnbroTep, OpoeKTOp, MPOSKIIMOHHBINA SKpaH
2.IIpe3entamus B MS Power Point o Teme 3aHsATHS

Konmponaupyrwuwuit mamepuan

1. Boripocs! 11t ppOHTANBHOTO ¥ WHIMBUIYAIBHOTO OMPOCa.



Brinucka u3 padoyeit mporpaMmmabl

AUCIHUIIJINHBI «I'eHeTHKA YeJIOBEKA C OCHOBAMH MC)IH].IHHCKOﬁ IFr¢eHECTHUKHN»

s cnenuaabHocT 31.02.01 JleueOHoe neno yriryO0JieHHOM MOATOTOBKU

Tema 6.3.
I'enHbBIE
0ose3Hn

Conepxanue yaeOHOro MaTepuaia

OcHOBHBIE TPYIIBI HACTEACTBEHHBIX 3a00JI€BaHUH,
NPUYUHBI 1 MEXaHNU3M BO3HUKHOBEHHSI. [I[pUYIHHBI reéHHBIX
3a007eBaHNi. AyTOCOMHO-JOMHUHAHTHBIC 3a00JI€BaHUSI.
AyTOCOMHO-PEIECCUBHBIE 3a00JIeBaHus. X — CIICTIICHHBIE
peleccuBHBIC U TJOMUHAHTHBIC 3a001eBanHus. Y -
CIETIJICHHBIE 3a00JIEBaHUSI.

1,2

JlabopaTopHbie pabOTHI

IIpakTHyeckoe 3aHATHE . I3ydyeHne aHOMaJIbHBIX
(heHOTHUIOB U KIMHUYECKUX MPOSIBICHUN T€HHBIX
3aboneBanuii mo ¢otorpadusm 0oibHBIX Mcronp3oBanme
3HAHMM O TeHHBIX 3a00JIEBaHUSX VIS TPOBEICHUS
MIpeIBAPUTENILHON TUarHOCTUKU HACJIEICTBEHHBIX
Oose3Hel.

KonTtponbsHbIe paboThI

CamocrosiTensHas paboTa 00yJarommxcs

M3ydeHne 0CHOBHOM W TOTIOJHUTEIBHOM JINTEPATYPHI.
CocTraBiieHHE 3JIEKTPOHHBIX MPE3EHTALNI 1O 3aJaHHOU
teme. [ToaroroBka pedepaTUBHBIX COOOIIEHHI 110 TEME
«['ennbie 3aboaeBanus». [3, ¢ 209-226]; [2, ¢ 81-93]




Paspnen 6. HacneacreeHHocTs M narosorusi. Tema 6.2. I'ennslie 0os1e3HM.

1. OcHOBHBbIE NOHSITUA U TEPMUHBI [0 TeMe:
eemoenobunonamuy, CcepnoGUOHOKIeMOYHAsl aHeMUs, Mmanaccemus, CUHOpOM
Mapgana, axonoponnazus, noauOaAKmMuIUs, CUHOAKMUIUSA, OPAXUOAKMULUI,
Helpogubpomamos, arbOUHU3M, QEHUTKeMOHYPUS ,aMaABpOMUYecKas UOUoOmus,
agubpunocenemusl, UXmuos3, eanaxkmosemus, MYKOROIUCAXAPUOO3,
A0PEeHO2eHUMANbHbIUL CUHOPOM, 2UNOMEPUO3, aA2AMMAa200YIUHeMUsl, HeCAXapHbllL
ouabem, 0anbMOHUZM, 2emounus, MvluledHas oucmpogus [frowena, cunopom
Mapmuna —benn; cunogocpamemuueckuii paxum, 2unepmpuxo3 yYUIHbIX paKoGUH .
Ili1aH U3y4YeHUs TeMbl
1. XapakTepucTika reHHbIX 3200J1eBaHU M
2. AyTOCOMHO-IOMUHAHTHbBIE 3200/1eBAHNSI
2.1 HapyuieHus pa3BUTHUS CKelleTa
2.2 HapylIeHUs pa3BUTHUS 3pEHUS
2.3 HapyllIeHWE Pa3BUTHs HEPBHON CHCTEMBI
3. AyTOCOMHO-peneccuBHbIE 3200J1eBaHUs
3.1 HapymieHusi aMUHOKUCIOTHOTO 0OMeHa
3.2 HapyuIeHHs yriIeBOJIHOI0 OOMEHa.
3.3 HapyuieHus: oOMeHa CTepOUJI0B, TOPMOHOB
4. CuernieHHbIE € MOJOBBIMH XPOMOCOMaMU 3a00J1eBaHUA
4.1 penieccuBHBIE B X-XpOMOCOME
4.2 NTOMUHAHTHBIE B X-XpOMOCOME
4.3 cueruieHHbIE ¢ Y-XpOMOCOMOM
KpaTtkoe u3ioxenne TeopeTu4ecKnuX BONPOCOB:
[IpyunHbl TreHHBIX 3a0o0JieBaHMI. AyTOCOMHO-TIOMHUHAHTHBIE 3a00JeBaHUS.
AyTocoMHO-perieccuBHbIe 3a00ieBaHusl. X - CICTUICHHBIE PEIECCHBHBIC U
JOMHHAHTHBIE 3a00JIeBaHus. Y- ClIETUICHHbIE 3a00JIEBaHMS.
Ocw. mutep. (1,¢.94-109)
IlpakTuyeckue 3aHATHSI — V3ydeHne aHOMAaJIbHBIX (DEHOTHUIIOB M KIMHHYECKUX
IPOSIBJICHUY T€HHBIX 3a00sieBaHul 110 (hoTorpadusiM OOJIbHBIX.
3anaHus 111 CAMOCTOATEIbHOTO BbINOJITHEHHSA
1. I3ydyeHune oCHOBHOM U AOMOJHUTEIBHON JIUTEPATYPHI.
2. CocTaBiieHHE 3JEKTPOHHBIX MPE3ECHTAINI 10 3aJTaHHOW TEME.
3. IloaroroBka pedepaTUBHBIX COOOIIEHUN TeMbI: «I JTaBHbIE YePThI KIMHUYIECKOM
KapTUHBI TEHHBIX Oose3Hen», « KimmHuueckuii mommMopgu3M reHHbIX 3a001eBaHui
U ero mnpuiuHbl», «['eHEeTHKa HEKOTOpPhIX TEeHHBIX OoNie3Hell — OoJe3Hn
PexnHrxay3ena, MUOTOHWYECKAsT AUCTPODUS, CeMEHAsI TUTIEPXOJIECTEPUEMUS U
op.»
DopMa KOHTPOJIAA CAMOCTOATEIbHON padoThI:

— ycmHwlil onpoc, mecm, sauwuma peghepama u 00K1a0d, NPo8epKa KOHCHeKma

u mabauy, sauuma npeseHmayuil



XPOHOJIOI'MYECKASA KAPTA 3AHATUA

n/Ne | HaumenoBanue | Bpem eab 3Tana JesiTeJIbHOCTH OcHaienue
Tana s npenojaBarteJis CTYAE€HTOB
-1- -2- -3- -4- -5- -6- - /-
1. Opranuszaunon 3 Opranuzanus Otmeuaer Crapocra Kypnan,
HBII 3Tan MHH. | Haydaja 3aHsTHS, OTCYTCTBYIOIIUX | HAa3bIBAET TeTpaau
MOATrOTOBKA CTYJICHTOB B OTCYTCTBYIOIIUX
pabouero mecra JKypHaje CTYJICHTOB.
CTYJICHTOB CryneHTsl
MIPUBOJIAT B
COOTBETCTBHUE
BHEIITHAM BUJI,
TOTOBST paboune
MecTa.
2. IHoasenenne 2 Kontpouss n Wucrpyktupyer | Ciymaior, Kypnau,
UTOTOB MHUH | KOPPEKIIU Y TIPOBOJIUT UCIIPABIISIOT TeTpaau
BBbINOJTHEHH S 3HaHUU 1O KOHTPOJIb (Tabnuua)
3aaHuda IS HU3y4YECHHOU TEME [Tpunoxenue 1
CaMOCTOSITeJILH
oii padoThl,
3aJJaHHOT0 Ha
npeabiayemM
3aHSAITHH
3. KonTpoanb 13 | Ouenka ypoBHs Wuctpyktupyer | UHauBuayansHel | [Tpunoxenue 2
3HAHMH MO MHUH. | CGOPMHUPOBAHHOC | U IPOBOAUT 1 ompoc KOHTPOJIbHbBIE
npeabIay e TU 3HAHUH 10 KOHTPOJIb BOIIPOCHI
Teme TeMe
«XpOMOCOMHBIE
00e3HN»
4, MoTuBanuonn 2 PasButne O0bsacHsIeT Ciymaror, Metoanueckast
bIii 3Tan MHH. | MHT€peca K HOBOW | CTyJEHTaM 3aJal0T BOIPOCHl | pa3paboTka
TeMe BaYKHOCTb TEOPETUYECKOTO
U3YyYeHUS JTaHHOU 3aHSATUS
TEMBI
S. ean 3ansaTust 2 VYcranoBka O3ByuuBaet nenu | Ciymaror, Metoauueckast
MUH | IPUOPUTETOB MPHU | 3aHATHUS 3aIKCHIBAIOT B pa3paboTka
U3YYEHUU TEMBbI TETpaJib HOBYIO TEOPETUYECKOTO
TeMy 3aHSATHS,
6. N3noxenue 50 | ®opmupoBanue N3naraer HoBBI | Citymiaror, MIPE3CHTALIMS
HCXOTHOM MHH. | CUCTEMbI 3HAaHUM | MaTepual 3aIKChIBAIOT
uHdpopmanuu 0 T€HHBIX
3a00JIeBaHUSIX,
OPUYMHAX UX
BO3HUKHOBEHUSI,
KJIaccupHUKaIIu
10 TUIaM
HacleA0BaHus,
0COOEHHOCTSIX
KIIMHUYECKUX
MIPOSIBJICHUN
4acTo




BCTPCHANONINXCA
T'CHHBbIX

3a00JICBaHHI.
BeinosiHenne 12 | 3akperuienue WHcerpyktupyer | Beimonnstor [Tpunoxxenue 3
3aJaHui 1J14 MHH. | 3HAHH, Y KOHTPOJIUPYET | 3aJaHUS, 3amganus s
3aKpenJieHust (dopmupoBanue BBIIIOJIHEHHE CIIYILIAIOT CaMOCTOSITENbH
3HAHMH YMEHHUS 3a/IaHH, [IpaBUJIbHBIC 011 paboTHI
CpaBHMBATh U o0cyxaeT OTBETHI MOCTIE
0000111aTh, J1e1aTh | NPaBUIbHOCTh BBIIIOJIHEHMS,
BBIBO/IbI HA OTBETOB BHOCSIT
OCHOBE PELLIEHUs KOPPEKTUBBI
CUTYallMOHHBIX
3a/a4 Ha
oTpe/ieNieHue
BH/1a T€HHOM
aToJIOTuH, e€
TUIA
HacJeI0BaHusl.
IIpeaBapuresnb 6 Onenka WNHucTpykTupyer | Beimonssror [Tpunoxenne 4
HbI KOHTPOJb | MHH. | 3¢(deKTUBHOCTH Y IIPOBOJIAT 3a/1aHus
HOBBIX 3HAHUH 3aHSTUS U KOHTPOJIb
U MpoBepKa BBISIBJICHHE
HEJ0CTaTKOB B
HOBBIX 3HAHUSAX,
BOCIIUTAHHE
HaCTOMYMBOCTH B
JOCTHKEHUH LIEJIN
3ananue s 1 ®opmupoBanue u | Jlaer 3aganue 3anuchIBalOT [Tpunoxenue 5
CaMOCTOSITeJIbH | MHUH. | 3aKpEIUICHUE JUIS JoMaliHee
oii 3HAHMM, PA3BUTHE | CAMOCTOSATEIBHO | 3aJaHHE
BHeAayIMTOPHOI yMeHHsl paboTaTh | i BHEAyIUTOPHOMN
padoThI C KOHCIIEKTOM paboThI
CTY/IEeHTOB JIEKUUH, TOTOBUTH | CTYZEHTOB,
pedepaTtuBHbIE UHCTPYKTUPYET O
coo01IeHus IPaBUILHOCTH
BBITIOJTHEHHSI

TEOPETUYECKHUH MATEPHUAJI
1. XapakTepucTHKa reHHbIX 32001eBaHUI

MouJiekyasipable 00Jie3HM - 3TO OoJbiias rpymnmna 3a00ieBaHUN, B OCHOBE
KOTOpBIX JIeKaT HapywmeHusi B crTpykrype Mouekya /HK, T.e. renusbie
MYTAllMU. YYUThIBas MOCJIEAHEE, 3TH 3a00JEBAaHUS HA3bIBAIOT TAKKE T'€HHBIMU
0OJIC3HSAMH.

Mounekynsipabie 0OJIE3HH YPE3BBIYANHO Pa3HOOOpa3HBI MO XapakTepy K-
HUYECKUX CHUMIITOMOB, TSKECTH T€UEHHS W MPOTHO3Y. TOYHOE KOJIMYECTBO TAKUX
3a00J1€BaHUII HE U3BECTHO, OJIHAKO, MUCXOJS W3 TOr0, YTO B OpraHU3ME HMEETCs
0K0J10 30 ThIC. TEHOB M, TEOPETUUYECKH, KAXKIBIM U3 HUX MOXKET MYTUPOBATh OJUH
WJIM HECKOJIBKO Pa3, MOXHO JIOMYCTUTh, YTO KOJUYECTBO BO3MOXKHBIX T'€HHBIX 00-
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ne3Hedl OyAeT, ecau He NpPEeBbINIaTh YUCIO TEHOB, TO, IO KpaillHed wepe,
COOTBETCTBOBATh MX cyMme. [lo omHON W3 MOCIEAHUX CBOAOK HM3BECTHOTO
reHetuka Mak-Ketocuka (1988, CIIIA) B Hactosimiee Bpems omnucano 2106
ayTOCOMHO-JIOMUHAHTHBIX, 1321 ayTOCOMHO-pEIeCCUBHBIX U 276 X - CLIETNICHHBIX
MOJIEKYJISIpHBIX 3a0oyieBaHU. B 93Ty CBOJKY BONIUIA TOJBKO MOHOTE€HHO
HacJienyeMble 3a00J€BaHMsl, MTOJUYUHSIONINECS MEHACICBCKUM 3aKOHOMEPHOCTSIM.
OnHako, IMOMHMO MOHOTE€HHBIX 3a00JE€BAaHUM, HMMEET MECTO OOJBIIOE YHCIIO
MOJIEKYJISIpHBIX OOJIe3HEH ¢ TOJMIeHHBIM THUIIOM Hacje[oBaHUs (HAMpumep,
TUNEpTOHUYECKass OOJIe3Hb, aTEPOCKIEPO3, AUAOET, PMWICTCHUsi, MU30PpeHus u
MHoOrHe apyrue). st aTux 3a0o0sieBaHUN XapaKTepHa BHICOKAsl 3aBUCUMOCTH HE
TOJIBKO OT OCOOCHHOCTEH TEHOTHNAa, HO U CPEJAOBBIX (DaKTOPOB (CTPECCHI,
HEMpaBUJIbHOE MUTaHWE, WH(OEKIWU, HEU3BECTHHIE areHThl). DTH 3a00JIeBaHUS
MOJIYYWJIM Ha3BaHUE MYJbTH(AKTOPHANBHBIX. J[J1 5TUX 3a00J€BaHU UMEIOTCS
3HAYMUTENIbHBIC TPYAHOCTH B OIpPEJEICHUU PUCKA POXKICHHS OOJILHOTO peOeHKa,
MOCKOJIBKY HACJIEyeMOCTh HE MOAUUHSAETCS MEHACIECBCKUM ITPaBUJIaM.

Ilpu MoJiekyJSPHBIX 00JI€3HAX MYTAIMU MPOUCXOASIT He TOJbKO B
CTPYKTYPHBIX, HO M PeryjasitTopHbix reHax. OnHako, B JO0OM ciy4dae, 3TO
COTNPOBOXKJIACTCS HAPYIICHUEM CHHTE3a KaKUX-TUO00 OClKOB: (pepMEHTHBIX,
TPAHCHOPTHBIX WU CTPYKTYPHBIX.

Ecoiu  Onmokupyrorcsi  ¢depMeHTHbIe  O€IKHM, Pa3BUBAIOTCA  pa3lIMYHbIC
NATOJIOTUYECKHE COCTOSHMS, TOJYYMBLIME Ha3BaHHE JHIUMONMATHH (Tpeu.
"su3uM" - depMeHT, "matoc" - crpaganue, 06oisie3Hb). CaeACTBUEM SH3UMOIATUH
SBJIAIIOTCA 0o0Jie3HU oOMeHa. [IpuueM, HapymaTbcsi MOXKET 000U BUI OOMeEHa:
AMUHOKHCJIOTHBIN, O€JIKOBBIN, YTIIEBOIHBIN, TUTIUIHBINA, MUHEPATbHBIN U APYTHE.

ITpu Gone3Hsx oOMeHa, 00yCIOBICHHBIX OTCYTCTBHEM KaKOro-Iu00 epMeHTa,
CHMKEHHEM €ro aKTHMBHOCTUM WJIM YPOBHS COJAEpKaHHWS B OpraHW3Me, Haka-
IUIMBAIOTCS BEUIECTBA, NOMJICKAIME PpPACHICIUICHUIO (HampuMmep, MOPOAYKTHI
IPOMEXYTOYHOTO O0MEHa), WM K€ KaKhe-TO AaHOMAaJbHbIE MPOMYKTHI.
HakannuBasice B opraHu3Me, OHH OKa3bIBalOT HA HETO TOKCUYECKOE JIEUCTBUE, UYTO
IPUBOAUT K PA3BUTHUIO PA3IMYHBIX ATOJIOTUYECKUX MPU3HAKOB.

KinHu4veckn BbIPaKeHHbIEe CUMIITOMbI MOJIEKYJSIPHBIX 00Jie3HEeill MOryT
NPOfIBJIATLCS B Ppa3Hble TMepPUOAbl OHTOreHe3a. HekoTtopele u3 HUX
JUArHOCTUPYIOTCSL cpa3y TMOCl€ POXACHUS, IOCKOJIbKY COIPOBOXIAIOTCS
BBIPQ)KEHHBIMU BHYTPUYTPOOHBIMU TMOPOKaMH pa3BuTus. Jpyrue - OpOSBISIOT
ceOs1 B paHHEM JIETCTBE, TPEThU - HA OoJiee MO3THUX MEePUO0IaX UHIUBUIYATHLHOTO
pa3BUTHA, Yalle JO HACTYIUICHUS PEIPOIYKTUBHOTO (AETOPOAHOT0) BO3paACTa.

MHorue TreHHble OOJIE3HHM XapaKTEPU3YIOTCS HApPYIICHUSIMH HE TOJBKO
¢u3nueckoro, HO M TMCUXUYECKOTO PA3BUTHS, U, KaK MPABWIO, B OOJBIIWHCTBE
CIy4aeB YKOpPAauMBAIOT >XU3Hb OOJBHOTO, MPUBOJAT K YACTUYHOW WJIU TOJHOM
MHBAJIUTHOCTH.

XapakTepHbIM JJIs1 MOJICKYJSIPHBIX OoJie3Hel moauMopdusM (MHOrooodpasue)
MaTOJIOTUYECKUX CHUMIITOMOB SBJISIETCS CIEICTBHEM HE TOJIBKO MYTalluH,
MPOUCXOJAIIMX B Pa3HBIX T'€HAX, HO U OCOOCHHOCTSIMU JECHCTBUS HAa HUX I€HOB-
MOJU(DUKATOPOB U PA3IUYHBIX CPelOBbIX (pakTopoB. B wurore mnpu cxogHom
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IE€HOTUIIE MAaTOJOTMYECKUE MPU3HAKUM HMEIOT Pa3IMYHYI0 SKCIPECCUBHOCTh H
MEHETPAHTHOCTh Jlak€ CpeAu OJIMKaWIIuX PpPOACTBEHHUKOB. B TO ke Bpems
CXOJHbIe CHUMIITOMOKOMILUIEKCHI MOIYT HAa0JII0JaTbCA MNPH  MYTalUsX
PA3THYHBIX TeHOB (reHOKONmuH). DTO OOBSICHSAETCS TEM, YTO Pa3Hble MYTAIHH
MOTYT HapymaTh HOpouecc (YHKIMOHUPOBAHUS OJHOIO W TOTO K€ 3BEHa. A
MyTalMy B Mpelesaax OAHOrO0 U TOTO K€ IreHa (MHOXKECTBEHHbIEC ajlIeNii) MOTYT
OpUBOIUTH K  (OpPMHUPOBaHUIO  pa3nuyHbiX  ¢eHotunoB.  Hampumep,
METreMOrJo0MHEMHUsS - 3TO, B OTIUYUE OT CEPHOBUIAHOKIETOYHOW aHEMUH,
COBEpIIEHHO Jpyroe 3a0ojeBaHUE, XOTA MyTalus B O0OMX ClydasX MPUXOJIUTCH
Ha OJIMH U TOT XK€ JIOKYC.

OO6mast yacToTra MOJIEKYJSIPHBIX OOJIe3HEH B 4YEJIOBEYECKUX MOIMYJISIIUAX
coctaBisieT 1 -2%. OnHako T0Ka3aHO TO, YTO CPEU AETEN 3TOT MOKA3aTellb B TPU
pa3za BbIIlIe, YEM CPEAH B3POCIBIX.

VYCIOBHO CUMTAIOT YacCTOTY T'€HHBIX OOJie3HEH BBICOKOM, eciiu BcTpedaercs |
6onpHOM Ha 10 ThIC. HOBOPOXKIIEHHBIX; CPEAHEN - B ciyyae, eciau OOJIbHOW Mpu-
xoautcs Ha 10-40 ThIC. HOBOPOXKIAEHHBIX, a Jlajie€ - HU3KOM.

MHorue MoJiekyJasipHble 00JIe3HM MOTYT JIEYUTbCS TPH YCJIOBHH, YTO
JiedeHre HAa4aTo CBOeBPeMeHHO. B cBsi3u ¢ 3TUM pa3padoTaHbl MpocenBalonIue
nporpaMMbl (CKPUHHHT-IIPOTPAMMBI) 110 PAHHEMY BBISIBJICHUIO HanboJee 4acTo
BCTPEUAIOIIMUXCA TEeHHBIX OosiesHed. JIns 9TOro HCmoib3yloTcs MPOCThIE
OMOXMMHUYECKUE METOAbl JIMarHOCTUKH, C TOMOIIBI0 KOTOPHIX B KpPOBU, MOYE,
OKOJIOTUIOAHBIX BOJaX MPU MACCOBBIX 00CIIEIOBAHUAX OMPEIEISIOTCS aHOMAJIbHBIE
npoayKkThl 0OMeHa. CKPUHUHIOBbIE METObl KaYeCTBEHHbIE H JOLKHBI ObITH
cnenupuyHbIMU. BaxHo TnpaBwiIbHO BBIOpaTh BpeMs  CKpUHHUHTA: B
JOKJIMHUYECKUI TMepuoja pa3BUTHS 3a00JieBaHUS, T.€. B JOCUMITOMHBIA TEPUO/I,
Kor/1a BO3MOXKHO 3 (PEKTUBHOE JICUCHHE.

Kpome uncto OMOXMMUYECKUX METOJIOB, B COCTaB MPOCEUBAIOIINX MPOTPaMM
BKJIIOUAIOT TaKWE CHEIHaIbHBIE METO/bl, KaK MHUKPOOHMOIOTHYECKUE TECTHI,
anekTpodopes, XxpoMarorpadus, paTio-uUMMYHOJIOTUUSCKUN METOI.

B mpakthke MHpPOBOrO  3ApaBOOXPAHEHHS  HCHOJB3YIOTCA 2  THNA
NMPOCEUBAOIIMX IPOrPaAMM.

1.Cpenu HOBOPOXKICHHBIX Ha HapylUIeHHE aMUHOKHCIOTHOrO oOMeHa -
aMUHOALUIONIATUH, raJIaKTO3EMHUIO, TUIIOTUPEOD3, MYKOBHCLH03 "
HEJ0OCTaTOYHOCTD (1 — AHTUTPUIICHHA.

2.Cpena onpeleneHHbIX PacoOBbIX U HAMOHAIBHBIX IPYII HA F€TEPO3ZUTOTHOE
HOocuTenbCcTBO  Oose3Hu  Tes-Cakca, CepHOBUAHO-KIECTOYHOW aHEMHUH U
TaJIACCEMUH.

Kpome Toro, mokazaHmeMm K CKpUHUHTY Y HOBOPOXKJIEHHBIX B JIIOOOM Ciydae
CIIy’)KaT Takue HapyUIeHUs, KaK CYJOpOIH, JIeTaprus, KoMa, TPYAHOCTH KOpMIe-
HUS, PBOTA, JIBUrATENIbHbIE OECIIOKOWCTBA, HEOOBIYHBIN 3amax, KaTapakTa U Jp.

HexoTtopbie popmbl Oos1e3Hel 00MeHa
BoJse3nu, cBsizanubie ¢ hpepMEeHTHBIM 0J10K0M (DH3MMONATHH)
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Orta rpynna 0one3Heil 00yclloBlIeHa MyTalluedl Fe€HOB, KOHTPOJIUPYIOLINX CHHTE3
depmenToB. Ilpu 3TOM KakoH-HUOYIb (PEPMEHT MOXKET OTCYTCTBOBAaTh, JUOO €ro
KOJIMYECTBO MOXKET OBbITh PE3KO CHMKEHHBIM, JHMOO OYyAEeT CHM)KEHAa aKTUBHOCTD
(depmeHTa. OTO — camas MHOTOYMCIIEHHAs TIpyIIla HacJIEICTBEHHBIX OOJE3HEM
obMmeHa BemecTB. IlouTn Bce OHM HacneAyrTCs MO AyTOCOMHO-PELECCUBHOMY
tuny. [lpuunHa 3a0oseBaHUl — HEIOCTATOYHOCTh TOTO WJIM HMHOTO (hepMeHTa,
OTBETCTBEHHOI'O0 3a CHHTE3 aMMHOKHUCJIOT. BOJe3HM CONpOBOXKAAIOTCS PBOTOM M
00€3BOKMBAaHUEM OpPraHU3Ma, JIETAPTUYECKUM COCTOSTHUEM WU BO30YKIECHHEM U
cynoporamMu. B mo3zgHeM Bo3pacTe MpoOSIBIAETCS YyracaHW€ YMCTBEHHOTO W
(u3NUECKOro pa3BUTHS.

K HacneacTBeHHBIM OO0JIE3HSIM C HApyIHIEHHBIM aMHHOKHCIOTHBIM OOMEHOM
OTHOCUTCSl (DEHUSIKETOHYPHUSI, ATbOUHU3M U JIp.

HapyumieHue aMUHOKHCJIOTHOTO0 00MeHAa

[Ipumepom (epMeHTONaTU MOTYT CIYXKUTh THPO3MHO3BI - HAPYIICHHS B
oOMeHEe aMUHOKHUCIIOTHI THPO3UHA, KOTOPBIA HEOOXOAUM OpraHU3MYy IJIsi CUHTE3a
MeJaHWHa, TUpeouAnHa (TOPMOHA IIMTOBHJIHOM >Kejle3bl), aJpeHajuHa U JIp.
BellecTB. THPO3WH MOXKET MOCTynaTh C MHUIIEH, HO MOXET 00pa30BHIBATHCSA B
opraHusMe u3 (peHuIalIaHuHa.

HaubGonee  pacnpocTtpaHeHHbIMH  ¢GOpMamMu  THUPO3MHO30B  SIBISIOTCS
(eHMIKETOHYPHS, ATIKAITOHYPHSI U aJTbOUHU3M.

DeHUITKETOHYPUS

910 HaclenacTBEHHOE 3a0o0iieBanue ObU10 onucano B 1934 r. U.A. ®emnmuHarom
¥ TI03TOMY OHO Ha3bIBaeTCs Takke 00s1e3HbpI0 DertuHTa.

Yacrora BcTpeuaemMocTu 1 -4 601pHBIX Ha 10 ThIC. HOBOPOKICHHBIX.

Tun __ Hacjael0BaHUS  ayTOCOMHO-PELECCUBHBIM. JIOKyCc 3TOro  reHa
PacIioNioKeH B IJIMHHOM Iuieue 12-oit xpomocomsl (120 22-24). U3ectHO Ooree
30 maToJIOTMYECKUX MYTAI[Uid 3TOr0 TeHa.

IlpyuuHa: B OCHOBE 3a00JieBaHHUS JICKUT TEHHAs MYyTalus, COIMpo-
BOXKaromasicst gedekrom dpepmenta (eHuIaIaHuH-4-Tuaposnasbl. B cBs3u ¢ 3TuM
HapylaeTcsi mpeBpaieHne GeHuIalaHiHa B TUPO3WH M B KPOBU HAKaIlJIMBACTCS
M30BITOYHOE KOJMYECTBO (PEHUJIANAHWHA, B TO K€ BpPEMs CHUKACTCS YPOBEHD
tupo3nHa. Kpome TOro, mpoMcXoIUT TMOBBINIEHWE TEpeBoja (EeHUJIATAHWHA B
(beHUIMUPOBUHOTPATHYIO KHUCJIOTY, KOTOpas BBIBOAMTCS ¢ Mouoil. Bce »5TO
COMNPOBOKJAETCS HAPYIICHUEM MHUEIUHU3ALMUA HEPBHBIX BOJIOKOH CIIMHHOIO U
TOJIOBHOI'O MO3ra W HEJOCTATOYHOW NPOAYKIMEH aJpeHalnHa, HOpaJapeHalnHa,
MeJIaHUHA.

KyIMHMKA: HOBOPOK/ICHHBIM BHEIIHE HOPMAJIbHBIN, HO B MEPBBIC KE HEIEIIH
KU3HA OTMEUAETCS MOBBIIICHHAs! BO30YIUMOCTh, TUIIEPTOHYC MBIIII U TPOKAHUE,
cynopoxHble mpunanaku. [lo3zxe, k 4-5 mecsnam, oTMedaeTcs YMCTBEHHAsl OTCTa-
JIOCTh, MPOCBETICHUE BOJIOC, KOXU. OT peOeHKa HCXOAUT crneruduuecKuii
"MBIIIMHBIN" 3aMax.
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Juarnoctuka. CkpuHuHr-tecthl. TecT @emnuHra — Ha OOMOYEHHYIO
pEOEHKOM NENEHKY KalalT pacTBOP TPEXBAJIEHTHOTO *kene3a. [lossisercs TemMHo-
3eneHoe natHo. B Poccum BBeaeHa (enepanbHas mnporpamMma CKpUHMHTA,
OCHOBaHHas Ha ()IIOOPOMETPUUYECKOM METOJE OINpeieseHHus  (peHWIaJaHuHaA B
KpoBU. Mcnonb3yloTcs BBICYIIEHHbIE Ha OyMare Karuld KanuUISIPHOM KpPOBH
HOBOPOJKJICHHOT'0, B3ATOW Ha 3-5 neHb moclie poxiaeHus. Vcnonwszyercss Oymara
xpomatorpaduyeckas wid  (QuiabTpoBanbHas. B nganbHeilmem — 1uUarHos
MOATBEPXKAACTCSl  ONPEACICHUEM KOJIMYecTBa (eHWadaHuHa B KPOBU C
YCTAaHOBJIEHHON MEePUOJUYHOCTHIO. Tak Kak reH (peHWIKEeTOHYpUH CEKBEHHUPOBAH,
1Uist OOJBIIMHCTBA CEMEN BO3MOYKHBI MOJIEKYJISIPHO-T€HETHYECKasi MpeHaTaibHas
JUArHOCTUKA U BBISIBICHUE FETEPO3UTOT.

Jleyenne: B  ciyyae MOATBEPXKICHUS JUarHo3a peOCHKY HEMEIJIEHHO
Ha3HAyaloT JUEeTy, HCKIIoUYaInylo QeHwnanaHuH. Jluera HCKyccTBeHHas —
npenapatel O0e3deHunasaHuHOBbIE, HanpuMep, adenunak, terpadpen — 40 u ap.
Ecnim nuerorepanuio Ha3HAYUTH BOBPEMS, TO HE OTMEYAETCS HUKAKUX
KJIMHUYECKUX MPU3HAKOB 33JIEPKKU Pa3BUTHsI peOeHKA.

C 9-11 ner nuera MOXeT OBITH CYIIECTBEHHO pacIIMpeHa, HO OHU OCTAIOTCS
noJl HaOJIOICHUEM CIEeUATUCTa-TeHETUKA. OTO OCOOEHHO aKTyaJbHO JUIs
KEHIIMH, T.K. TOBBIIICHHBI YpPOBEHb (PEHWIANIAHWHA B MX KPOBU TOKCHUYEH IS
BHYTPUYTPOOHOTO pa3BUTHS ILJI0JIA.

AJIKanTOHYpHUA

3aboneBanue onucano B 1902 r. A. I'sppoaom (AHTIIHS)

YacrTora BcTpeuaeMocTu: 2-5 00ybHBIX Ha 10 MIIH. HOBOPOXK/ICHHBIX.

Tun HacJaeg0BaHMs ayTOCOMHO-PELIECCUBHBIM.

IIpuyuHA: HEIOCTAaTOYHOCTh (EepMEHTa OKCHIa3bl T'OMOTCHTH3WHOBOM
KACTOTHl. B wuTore OJOKMpyeTCs 3BEHO B pACHICIUICHUH THPO3WHA, KOTAa
TOMOTE€HTU3MHOBAsl KHUCJIOTa JOJKHA MPEBPAIIATHCS B MAJICWJIALIETOYKCYCHYIO
KHUCIIOTY. B uTOre B KpOBM HaKaIjMBaeTCsi TOMOIE€HTU3MHOBAsI KUCIOTa, KOTOpas
IPOIMUTHIBAET COCIMHUTEIBHOTKAHHBIE CTPYKTYPhl M MHTEHCUBHO BBIBOJUTCS C
MOYOM.

KJMHUKA: pa3BUBAIOTCS YIOPHBIE, HE MOJJAIONINECS JIEUCHUIO MOJIHAPTPUTHI,
NPUBOASLIME K TYrOMOABUKHOCTA CYCTaBOB. OTO SBISIETCS  CIEICTBHEM
MPOINUTHIBAHUS CYCTaBHBIX XPSAILIEH TOMOT€HTU3MHOBOM KHUCIOTOH. XPSIIHU IpPU
aTOM CTAHOBSITCS SPKO OpaHKeBOro I1BeTa. CUMNTOMBI 3a00J€BaHUS HAYWHAIOT
nposBisiTeesl K 40 romam. Pa3zBuBaeTcs maronoruss mo3BoHOUYHMKa. Kpome Toro
TOMOTE€HTU3MHOBAsI KUCJIOTa OTKJIAJbIBAETCS B KJIallaHaX CEpJlla, YTO C BO3PacTOM
MPUBOAUT K Pa3BUTHUIO TOPOKOB CEpALIA.

JAMArHOCTHKA: CKPUHUHT-TECT: MOYa Ha BO3JIyXe TEMHEET, OCOOCHHO, €CIN B
Hee 100aBuTh 11es104b (TecT A. I'appona).

AJNBOUHU3M (rma3zo-koxHbIM) omucan B 1959 r. bone3nbp oOycrnoBieHa
oTCyTCTBHEM (epMeHTa TUpOo3uHa3bl. JlJisi Hee xapakTepHa OO0ECHBEYEHHOCTh
KOXH, BOJIOC, TJla3, HE3aBUCHUMO OT pachl U Bo3pacta. Koxka OOJBHBIX PO30BO-
KpacHasi, COBEpIIEHHO He 3aropaeT. Vwmeer mpeapacnoyioKEHHOCTh K
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3JI0KAY€CTBEHHBIM HOBOOOpa3oBaHUAM. Boyocbl Oenble WM KEJITOBATHIC.
Panyxka cepo-ronyboro npeTta, HO MOXET OBITh U pO30BaTas M3-3a OTPAKCHUS
CBETa OT TJIa3HOTO JHA. BOJTBHBIM CBOWMCTBEHHA CHUJIbHASI CBETOOOSI3Hb, UX 3PECHHE
CHIDKEHO M HE YJIYUIIIAETCs C BO3PACTOM.

AnpOuHu3M BcTpewaercss ¢ uvactoto 1 nHa 39.000, Hacnmemyercs mo
ayTOCOMHO-PEIECCUBHOMY THUITY (CM. MpuioxkeHue puc. 1). I'eH nokanu3oBaH Ha
JUIMHHOM 1u1ede 11-i1 XpoMOCOMBI.

YacToTa BCTPEYaEMOCTH COCTaBJIsieT OJAMH OoJbHOM Ha 25 THIC.
HOBOPOXJICHHBIX. THUN HACTEIOBAHUS AyTOCOMHO-PELIECCUBHBI.

IlpuynHa: HEIOCTaTOYHAS AKTUBHOCTH WJIM TIOJIHAS WHAKTUBaLMs (epMeHTa
TUPO3UHA3BI, PACIICIUISIONIETO TUPO3UH. B utore G10KUpyeTcs ero nmpeBpaiieHue
B MEJIAHUH.

Kiaunuka: Oenas Koka M BOJOCHI, IJla3a MMEIOT KPacHO-PO30BOTO IIBETa
pagyXKy, BCIEJICTBUE OTCYTCTBUS TUIMEHTHBIX KJIE€TOK W MPOCBECYMBAHUA
KPOBEHOCHBIX COCY/IOB. AJBOMHOCHI UMEIOT IMOBBIIIEHHYI YYBCTBUTEIBLHOCTh K
COJIHEUHBIM JIydaM, Y HHUX Pa3BUBAIOTCA (POTO JAEPMATUTHI Hallle, YeM y APYTUX
JIFOJEH, paK KOXKH.

IIpuMepbl MOJIEKYJISIPHBIX 00J1e3HEH, CBA3AHHBIX C HAPYIIEHUSIMH
YIJIEBOJAHOIr0 00MeHa

HacaencrBennble 3a00/1eBaHUsl, CBSI3AHHbIE C HapylIeHHEM O0OMeHAa
yIJIeBOAOB

N3BecTHO, YTO YriIeBOJIbI BXOJAT B COCTaB psifia OMOJIOTHYECKU-aKTUBHBIX

BEIIECTB — TOPMOHOB, (PEPMEHTOB, MYKOMOJIUCAXAPUIOB, BBIMOIHIIOMIUX
HHEPreTUYECKYI0 U CTPYKTypHYIO ¢yHKUMA. B  pesynbrare HapyiieHus
YIJI€BOJAHOIO0 0OMEHA pa3BUBAETCA IIMKOTEHOBAs 00JIE3Hb, TAIAKTO3EMHUS U JIP.
I'anakrozemus
Bnepsoie ommcana B 1908 1. Poiicom. I'anakrozemusi. I[lpu sTOM
3a00JIeBaHUM TPOUCXOAUT HAKOIJIEHHE B KPOBH OOJIBHOTO TallaKTO3bl, YTO
OPUBOAUT K MOPAXKEHUIO MHOTUX OPraHOB: MEYEHU, HEPBHOM CUCTEMBI, IJ1a3 U Jp.
CumnTomMbl OO0JIE3HU TOSABISIIOTCS Y HOBOPOXKIEHHBIX TIOCTE TpHUEeMa MOJOKa,
IIOCKOJIBKY TajJaKT03a — COCTABHAS YaCTh MOJIOYHOI'O Caxapa JaKTO3bl.

bosesnp mposiBisieTcss ¢ NEpPBBIX  JHEW  KU3HM  PacCTPOMCTBAMU
MUIIEBAPCHUS, WHTOKCUKAIMEeH (TOHOC, pBOTa, 00€3BOKMBaHUE). Y OOJBHBIX
YBEJIIMYMBACTCS MEYEHb, PA3BUBACTCSA MEYCHOUYHAS] HEIOCTATOYHOCTh U KENTYyXaA.
OOnapyxuBaeTcs Karapakrta (MOMYTHEHHE XpyCTalMKa Trja3a), YMCTBEHHas
OTCTAJIOCTb. Y TOrMOMMX B TEPBbI TOJ JKU3HU JETed TMpPU BCKPBHITUH
O0OHapY’KUBAIOT IIUPPO3 TICUCHH.

[Ipy wuckiIOYeHUM W3 TUIM MOJOKa (MCTOYHUKA TallaKTO3bl) M pPaHHEM
Ha3HAYEHUU JUEThI OOJbHBIE JE€TU MOTYT HOPMAJIbHO Pa3BUBATHCA.

Tun HacnegoBaHMsS TalakTO3EMHMM —  ayTOCOMHO-PELECCUBHBIN. ['eH
JIOKAJIM30BaH Ia KOPOTKOM IIeue 9-ii XpOMOCOMBI.

Yactora BcTpeuaeMocTH -1 00apHOM Ha 70 ThIC. HOBOPOXK/ICHHBIX, a YACTOTA
reTEPO3UTOTHOTO HOCUTENLCTBA 1:268.

Tun HacjaeI0BaAHUSA ayTOCOMHO-PELIECCUBHBIN.
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IIpuYuHA: HEYCBOCHHE MOJIOYHOTO caxapa rajakTo3bl BCICACTBUE OTCYTCTBHS
depmenTa ypununTpancdepaspl. B uTOore B KpOBM HAKaIUIMBACTCS TallaKTo3a,
KOTOpasi OKa3bIBaCT HA OPTaHU3M TOKCHYECKOE JCHCTBHE.

KianHuka: Kak TONBKO PEOCHOK HAYMHAET TOJYydYaTh MOJIOKO, TOSBIISICTCS
pBOTa, MaJlaeT BEC, YBEIUIMBACTCS CEJIEe3CHKA U MIEUYCHb, pa3BUBaeTCs ciaboymue.
Knuauka Moxer ObITh OT TskKeIoM 110 cTepThix ¢Gopm. 3abojeBaHHE MOXKHO
JICYHUTH AUCTON — UCKIFOYUTH W3 THUIIH MOJIOKO M APYTHE MPOIYKTHI, COJICPIKAIINC
rajakTo3y.

JAMArHOCTHKA: TIOBBINIEHO KaK COJEpKaHHE B KPOBU, TaK M BBIJICICHUE C
MOYOH TanakTo3bl. CKpUHHHTOBBIN TECT JOPOTOW - TPOBOUTCS OPTraHUYCHO.

DpykTO3ypHs

YacToTa BCTPEYAEMOCTH B MOMYJISAIHMSIX HEH3BECTHA.

Tut Hac/ieIOBAHUSI ayTOCOMHO-PEIICCCUBHBIN.

IIlpuYuHA: B OCHOBE JIGKUT HEIOCTATOYHOCTh WJIM CHIDKCHHUC AKTHBHOCTH
dbepmenTa, pacmemsitomero ppykrosy (bpykroszo-1-pocdaranpaonasza). B urore,
GpyKTO3a, HAKATUTMBASCh B OPTaHU3ME, OKa3bIBACT TOKCHUECKOE JCHCTBHE.

KanmHuka: KIMHWUYECKHE CHMIITOMBI TOSIBIIFOTCS, KOTJa JIETSIM HAaYHMHAIOT
naBaTh  (PYKTOBBIC COKWA. Pa3BuBaeTcss OTCYTCTBHE  amIeTHTa, pPBOTA,
NPEKpaIleHUe POCTa, YacThle OOMOPOKH, YMCTBEHHAsl OTCTAJOCTh. be3 jeueHwHs
JIETH Ornu0aroT Ha 2-6 MecsIle KU3HU.

JAuarHocTuka: B Mode oOOHapyxkuBaercs (pykro3a, B KpoBH (PpyKTO3a
MOBBIIIIEHA, TJIOKO3a - TOHIWKeHa. Harpyska QpyKkTo30ii BBI3BIBAET pE3KOE
yXy/IIEHUE COCTOSTHUSI.

JleyeHue: UCKITIOYUTH U3 MULU QPYKTO3Y.

IIpuMepbl HACJIEACTBEHHO 00YCJI0BJEHHBIX JIe)eKTOB JMIIIHOI0 00MeHa

HacnencrBennblie 3a00/1eBaHus, CBSI3aHHbIE C HAPYUIEHHEM JIMIUIHOTO
o0MeHa

B uncno nunmaoB BXOAST X0JeCTepo (X0IeCTeprH), TPUTIULEPUIBI, dPUPHI
xonectepona, Gochomumunbl, chunronunuasl u aAp. K uuciay nHambonee
M3YYCHHBIX HACJIEICTBEHHBIX 3a00JIEBAHHMI JIUMUIHOTO OOMEHa TEpBOrO THIIA
oTHOCcATCs Ooje3nn ['ome, 6one3nr Humanna-Iluka n amaBpoTHdeckass UIUOTHS
(6one3np Tes-Caxca).

AmaBporu4eckasi nauorus (0oae3npb Tesi-Cakca)

3aboneBanue BriepBeie onucano Teem (1881) u Cakcom (1887).

Yacrora BcTpeuaemMocT-1:250 ThIC. HOBOPOXKIEHHBIX, OJTHAKO B €BPEUCKUX
CEMbSIX BCTPEUAETCs 3HAUUTEIbHO Yallle.

Tun Hacaeg0BaHUA ayTOCOMHO-PELIECCUBHBIN.

Ilpuunna: OoJe3Hb pPa3BUBACTCS  BCIEACTBUE OJIOKAAbl  JTU30COMHBIX
(bepMeHTOB, o0ecrneunBaroImnX pacllerieHue BBICOKOMOJIEKYJISIPHBIX
[VIMKOJIMIUAOB (TaHTJIMO3UI0B) B PA3JIMUHBIX TKAHSIX U OCOOCHHO B TOJIOBHOM
MO3T€.

16



[lo BpeMeHM NpOABICHHS KIMHUYECKHX CHUMIITOMOB pa3IMYaOT: PAaHHIOKO
JETCKY10, TO3AHIOI0 JIETCKYIO, FOHOUIECKYIO U MO3/IHIOI0 (POPMBI.

Kiunnuka: panasas aerckas ¢gopma npossisieTcs ¢ 4-6 mecsues. Jletu cra-
HOBSITCS ~ aMaTUYHBIMHU, pPa3BUBAeTCs  O0E3/IBUJKEHHOCTh, CyIOpOrH, HeE
MOAJAIOIIMECS TPOTUBOCYIOPOKHOW TEpANUM, MANAET 3pEHHE M K KOHLY 1 -TO
rojia pa3BuBaeTcs cienora. MHTeIeKT cHkaeTcs 10 uauotud. CMepTb OOBIYHO
HacTynaetr K 3-4 rogam. Ha rmasHom nHe - atpodusi cocka 3pUTENIBHOIO HEpPBA.
IHo3ausasa nerckas HaunHAaeTcs B 3-4 roJa, CMEPTh HACTYHAET Yepe3 HECKOJIBKO
JIeT;, HOHOIIeCKass HauyuHaeTca B 6-10 ner, cmeptb no 18-20 netr; mo3aHss
HAYMHAETCd B MOJOAOM Bo3pacte, anurcs 10-15 netr u Toxke 3akaHYMBAETCS
CMEPTBIO.

PanmonanbHOE JIeueHne aMaBPOTUUYECKON UNOTUU OTCYTCTBYET

ATepockiepo3

OTO MOJMIeHHO HacleayeMoe 3a00JieBaHue, IPOSBIEHHE KOTOPOTO BO MHOI'OM
3aBUCHUT OT CpeoBbIX (pakTopoB. ECTh yka3aHus Ha HEMOJHBIN JOMUHAHTHBIA THIT
HACJIeIOBaHUS UM ayTOCOMHO-PEIECCUBHBIN.

Kiaunuka: xapakrepHo panHee (B Bo3pacte 15-20 ser) pasBuTHE
aTepOCKIEPOTUYECKOTO TIpollecca C KIMHUYECKOM KAapTUHOM CTEHOKapAuH,
uHpapkTa MHOKapaa. B KpoBu oTMeuaeTcsi MOBBIMIEHHBIM YPOBEHb XOJIECTEPUHA.
OpHako KIMHUYECKH CUMITOMBI MOTYT 3HAYUTEIHHO BapbHUPOBATH B 3aBUCUMOCTH
OT JTUETHI, CTPECCOTEHHBIX U APYTUX (HaKTOPOB.

IIpumepbl HACIEICTBEHHBIX ()OpPM HAPYVIIIEHHSI MIHEPAJILHOI0 00MeHa
HacaencrBennas popma paxura

Tun Hacjaen0BaHMUs JOMUHAHTHBIN, ClIETUICHHBIA ¢ X-XpoMocoMoi. OHako,
BCTPEYACTCS U AyTOCOMHO-PEIICCCUBHBIN THI HACJICIOBAHUS.

Ilpuyuna: npu X-cuerieHHOW ¢opMe paxuTa NPUINHON 3a00JIeBaHUS
ABIISIETCSI CHWKEHHUE OOpaTHOTO BcachiBaHUs (peaObcopOIMu) B TOYEYHBIX
KaHaJbIaX U3 MepBUYHON MouH (pocdaTos.

KianHuka: KIMHWUYECKH 3a00JieBaHUE NPOSBISAETCS B KOHIIE IMEPBOTO Toja
KU3HA WIM Ha BTOPOM TOdy, KOTJa JI€TH HAYMHAIOT XOJWTh. 3a0oJieBaHUE
HarlOMHUHAET OOBIYHBIA PaXWUT, HO Pa3MATYEeHUE KOCTEW OXBATHIBAET B OCHOBHOM
HIKHUE KOHEYHOCTH, KOTOpPblE MCKPHUBIAIOTCA U MPUHUMAIOT BapyCHOE
MOJIOKEHHE B KOJIEHSX (pa3BepHYTHl KHapykH KojecoMm). [loxonka HeyBepeHHas,
YTUHAA, B TSHKEIBIX CIyYasX JIETU HE MOTYT XOJAUTh, HO, B OTJIMYUE OT OOBIYHOTO
paxuta, o0Iee COCTOSTHUE IeTeH CTpanaeT He3HaunuTenbHo. [Ipu Onoxmmmdeckom
HCCIICIOBAaHUM TIa3Mbl KPOBU OOHAPYKMBAETCS MOHMKEHHBIA YpoBeHb (ochaToB
(runodocdareMusi) mpu HOPMATLHOM KOJIMYECTBE KaJIbIIUS.

JAmMarHocTuka. oOHapyXeHHE B MOYE IOBBIIICHHOTO cojaepkaHus (ocdaron

(runepdocdarypusi).
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IIpumepbl NATOJI0THN TPAHCHOPTHLIX 0€JKOB
Boue3nb Buibcona-KonosajsioBa

Bnepseie onncana Busibconom B 1911r..H.B. KoHOBanoB, y4nTeiBast KIMHUKY
ATOro 3a00JIeBaHUs, Ha3bIBAET €r0 renatornepeOpanbHoi JUCTPOpUEH.

YacToTa BCTPEYaeMOCTH B OMYJIALUIX YEJIOBEKA HEU3BECTHA.

Tun HacjaeI0BAHUSA ayTOCOMHO-PELIECCUBHBIN.

Ilpuumnna 3a0osieBaHus - ASHUIMT TPAHCIIOPTHOrO O€jKa IepyJIoIUIa3MHUHA,
00eCTeyrBaloIIero TPAHCIIOPT MEAM B OPraHU3ME, YTO MPHUBOAUT K MOBBLIIICHUIO
KOHIICHTPAIIMU MEIU B KPOBH.

KiuHuKA: KTHHUYECKU 3a00JI€BaHHE MOXET MPOSBISATHCS B BO3pacTe OT 6 10
50ner. OT™MEUaeTCsi MOBBIIIEHHOE HAKOIUIEHUE MEIHW B TOJIOBHOM MO3r€, MEUYCHH,
MOYKax, paaykKe Tjla3a v JiereHepaTUBHbIC U3MEHEHHS B 3THX opraHax. [lepBbiM
CUMIITOMOM MOKET OBITh YBEIMYCHHE TIEYEHU U CEJIC3EHKH, a TaKXKe 3EJICHO-
Oyporo ImBeTa KOJIbIla BOKPYT paayXKHOW oOonouku. I[lo3xke mnposBistoTCS
HEBPOJIOTUYECKUE CHUMIITOMBI: HApPYIIEHUS PEYd U TJIOTAHUS, TIOBBIIICHHUE
MBIIIEYHOTO  TOHYCA, JApOXKAaHWE KOHEe4YHocTe. (OTmedaeTcss CHUKEHHE
MHTEJUIEKTa, U3MEHEeHUe noBeneHus. [locteneHHo pa3BUBaeTcs LUPPO3 MEUYEHU U
acIuT (BBIXOJI B OPIONIHYIO MOJOCTh KUJIKOCTH).

/{MarHo3 cTaBUTCS HAa OCHOBAHUM KIMHUYECKUX CUMIITOMOB U MOHHM>KEHHOTO
COJIEpKaHMs B KPOBHU LIEPYJIOIIaA3MHUHA.

JledeHue CBS3aHO C YMEHBLIEHWEM TMOCTYIUIEHUS MEAUM B OpPraHu3M U
YCUJICHUEM €€ BBIBEJCHUS C MOUYOU U KETUbIO.

I'emori00uHONATHH

Ot10 HACJICJICTBEHHO 00yCIOBJICHHBIE 3a00J1eBaHHS KpPOBH,
CONPOBOKJAIOIINECS MOAABJIEHHEM B JIPUTPOLUMTAX MNATOJOrHYecKUX Gopm
reMorJ00uHa.

B Hacrosmee Bpems omnumcano ©Oomee 50 QopMm  pasHOBHAHOCTEH
MATOJIOTUYECKUX TEMOTJIOOMHOB, B OCHOBE KOTOPBIX JIEKAT TEHHBIE MYTaIlWH,
COIIPOBOXKIAIOIIMECS 3aMEHOM OJHOM aMHHOKHCIIOTHI JAPYrOM WIIM HAPYLICHUEM
MOCJICIOBATEILHOCTA AaMUHOKHUCIIOT, BXOSIINX B COCTaB T€MOTJIO0MHA.

N3yuenne remornoOuHonatvii Havyaiocb ¢ 1949r., koraga BoepBble Oblia
OMKMCaHa CEePHOBHIHOKJIETOYHASl AHEMHs, B OCHOBE KOTOPOW JIEKHUT 3aMeHa
AMUHOKHCJIOTHl BaJIMHA TIyTAMUHOBON KUCIOTOW B 6-M MOJIOXKEHHUH [3 LIEMH, YTO
NPUBOAUT K 0Opa3oBaHWI0 aHOMaibHOrO remorinooura HDS. HacmenoBanwme
ayTOCOMHO-JOMUHAHTHOE, OJIHAKO, eciu TOMO3UTOThI no reHy
CEepPHOBUIHOKIECTOYHOM aHEMUHU OKa3bIBAIOTCS HEKMU3HECTIOCOOHBIMU,
TFETEPO3UTOTHBIE HOCUTENIM HSTOTO T'e€HAa B OOBIYHBIX YCIOBHUSX KIMHUYECKU
3I0POBBI, AHOMAJIMS TPU ITOM HAUYUHAET MPOABISITH Cce01 B  YCIOBUAX
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MOHUKEHHOT'0 MapIMaIbHOTO JaBICHUS KUCIOPO, (Hampumep, B ropax). U romo-
U IeTepPO3UroThbl YCTOMYHMBBI K MAJISIPUU.

OTnenpHy0 TpyNmy TreMOIVIOOMHONMATUM COCTABISIIOT TAaJacCeMHMH, IpU
KOTOPBIX MYyTalldd HE 3aTparuBaloT CTPYKTYPY MOJEKYJIbl TeMorioOuHa, HO
MPUBOSAT K YMEHBIICHUIO COAEPKaHUSI TJIOOMHA WM MOJHOMY €T0 OTCYTCTBHIO.
[Ipu mosHOM OTCYTCTBMM TJI00MHA B MOJIEKYJIE T€MOIVIOOMHA HACTyIaeT rudesb
IJI0/1a a IPU HEJOCTaTKe rI00rHa Pa3BUBAETCSA T€MOJIUTUYECKAsT aHEMUS B TIEPBBIC
HEJeW OKW3HU, a TakKe THUIOXpOMHas aHeMus (B DJSPUTPOLUTAX Majo
HOPMAJILHOTO T€MOTJIO0MHA).

KiuHuUKAa npu 3TOM BapbUpyeT OT TSDKENIbIX (OpPM, paHO NPHUBOASIIUX K
cMeptd, 10 cTepthix ¢opMm. Kak mnpaBwio, npu TagacceMHsX OTMEYAeTCs
3HAYMUTENIPHOE YBEJIWYEHUE TIEYEHU U CEJE3CHKH, OTCTaBaHue B (PU3MUECKOM
pa3BUTHM.

IIpuMepbl HACIEACTBEHHBIX Je(eKTOB CTPYKTYPHLIX 0€J1KO0OB

HacJaeacTrBeHHbIe 00/1€3HH COEAMHUTEIbHON TKAHHU
Ponb coennHUTENBHON TKAHW B OpraHU3MeE CBsi3aHA C OMOPHOM, TpohUUECKOU U
3aUTHON (PyHKIMSIMU. BakHEHIIMMU KOMIIOHEHTaMH, COCAMHUTEIBLHON TKAaHU
SIBIISTFOTCSI
a) KJI€TOYHBIC KOMIIOHEHTHI;

0) KOJUIareHOBBIC, PJTACTUYECKHUE U PETUKYJISIPHBIC BOJIOKHA,
B) aMmop(}HOE OCHOBHOE BEIIECTRBO.

CioxxHast CTPYKTypa COCIMHUTEIbHOM TKaHM 3aJjaHa T'E€HETHYECKH.
[Tatosoruss B €€ cucTeMe SABISETCS NPUYMHOW Pa3JIUYHBIX HACJIEICTBEHHBIX
3a00JeBaHUil U 00YCJIOBJICHA B TOW WJIM MHOW CTENEHU HAPYIICHHSIMU CTPOCHHS
CTPYKTYPHBIX OCJIKOB — KOJIJIAr€HOB.

BonpmuHcTBO 0O0J€3HEW COENMHUTEIBHONW TKaHW CBS3aHO C AcheKTaMu
OTIOPHO-JIBUTATEIIBHOTO ammapata M KOxd. K 4YuCIy HX OTHOCSTCS CHHIPOM
Mapdana, cuaapom Inepca-Jlannoca, a Takke MyKOTIOJIMCaXaprI03bI.

Cunapom Mapdana ("mayuybn nanblbl')  OTHOCHUTCS K YHCIY
HACJICJICTBEHHBIX OOJIe3HEeW OOMEHa BEIIECTB U XapaKTEePU3YETCS CHUCTEMHBIM
MOpAXKEHUEM  COCIMHUTENIIbHOM  TKaHW. Hacienyercas 1o ayTOCOMHO-
JOMUHAHTHOMY THUIy C BBICOKOM NEHETPAHTHOCTHIO M PA3JIMYHON CTENEHbIO
sKcnpecCUBHOCTU. C ATUM CBSI3aH 3HAYMUTENbHBIM KIMHUYECKUH U BO3PACTHOM
nonmmopdusm. Briepseie cunapom Obut omucan B. Mapdanom B 1886 r. [lpuunna
OonmesHn — MyTanusa B TE€HE, OTBETCTBEHHOM 3a CHHTEe3 Oenka
COCIMHUTEIILHOTKAHHBIX BOJIOKOH (uOpwiuHa. brokupoBaHne ero CcuHTE3a
MPUBOJUT K MOBBIIIEHHOW PACTS)KUMOCTH COCTMHUTENBHON TKaHH.

bonpHBIX ¢ cuapomoMm MapdaHa OTIUYAIOT BBICOKHN POCT, JJIMHHBIE
nmaykooOpa3Hble TaibIel, AepopManus TPyIHOW KIETKH (BOpOHKOOOpasHas,
KWIEBUHAs, YIUIOIEHHAs ), iockocTonue. Hepenko umMeroT mecto OeipeHHbIe U
MaxOBbl€ TPBIKH, TUIOIUIA3Usl (HEIOPA3BUTUE) MBIIIL, MbIIIEYHAS THUIOTOHMUS,
yXyJUIEHUE 3peHusi, u3MeHeHue (OpMbI U pa3Mepa XpycTalauKa, 3HAYUTEIbHAs
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MUONUS BIUIOTh O OTCIOMKHM CETYaTKHU, TeTepoXpoMus (pa3HOEe OKpalllhBaHHUE
YYaCTKOB paJly>KKH); TIOJIBBIBUX XpyCTaJIMKa, KaTapakTa, KOcorjasue.

[Tomumo mepeuuciaeHHoro, mnpu cuHapome Mapdana xapakTepHBI
BPOXXICHHBIE IIOPOKU CEpALA, PACIIMPEHUE aAOPThl C PA3BUTUEM AaHEBPU3MBL.
Hepenko orMmeudaroTcss paccTpoCTBa OPraHOB JBIXaHUS, OPAKECHUS KEITYIOYHO-
KMIIEYHOT'O TPAKTAa U MOYEBBIBOIAIICH CUCTEMBI.

Jleyenne B OCHOBHOM cumnromarnueckoe. llosoxurensHoe npencrsue
OKa3bIBAIOT Maccax, JjedeOHas (U3KyIbTypa, a B psAlie CIydyaeB OMNEPAaTUBHOE
BMEIIATENbCTBO. BOibIIOe 3HaueHHME MMEEeT paHHsAA JUArHOCTUKA 3a00JeBaHUS.
Yacrora cunapoma Mapgana B nomyisiiuu pasha 1:10.000 (1:15.000).

Crnenyer oTMETUTh, 4TO cUHAPOMOM Mapdana crpananu npesunent CLIA
ABpaam JIMHKOJIbH, BEIMKHI HUTAJbSHCKUN CKpurad M kKomno3utop Huxkomo
[Taranunm.

Cunapom Duepca-/lanioca

Brnepsoie onrican Dnepcom (1901) u Jannocom (1908).

Yacrtora BecTpeuaeMocTu 1 6016H0# Ha 100 ThIC. HOBOPOXACHHBIX.

Tun _Hacjiel0BaHUsSI:  BCTpEUaeTcsl UM ayTOCOMHO-IOMUHAHTHBIM, U
ayTOCOMHO-PEIECCUBHBIN — reTeporeHHasi HacjaeCTBeHHas 00J1e3Hb; onrcano 10
TUIIOB CUHJPOMA, U3 KOTOpbIX 1-4-i1, 7-i1, 8- — ayTOCOMHO-IOMUHAHTHBIE; 6-i1 —
ayTOCOMHO-PELIECCUBHBIN; 5-1 U 9-i1 — perecCUBHbIC

X-CIlelJIEHHEIE.

IlpuunHa: npuurHOW 3a0o0ieBaHMs sBISIETCS JaedeKT KosuiareHa (Oenka,
00yCIIOBIMBAIOIIETO MPOYHOCTh COCAMHUTEIBHOTKAHHBIX CTPYKTYD).

Kiannuka: oTMedaeTcs MOBBIIICHHAS PACTSIKUMOCTh KOKH OCOOCHHO Ha JIHIIE
U B 00J1acTH OOJIBIIIUX CYCTaBOB, TUIIEPIIOIBUKHOCTH CYCTaBOB, Pa3pPhIBbI CBS30K U
KPOBEHOCHBIX COCYZ0B. Bo3MOkHa HETOHOIIEHHOCTh O€PEMEHHOCTH, BCIIC/ICTBUE
pa3phIBOB B IUIOJHBIX 000J0ukax. MIMeeTcss HaKIOHHOCTh K KPOBOMBIUSHHIM U
BHYTPEHHUM KPOBOTCUCHHSIM.

3a0oneBaHNe  COMPOBOXAACTCS  aHEBPU3MOM  AOpThI, JUBEPTHKYJIAMH
MUIIEBO/IA, BHIBUXOM XPYyCTalIMKa, aHOMAJTUSIMHU 3y0OB.

[lepBble nposiBneHus 3a001€BaHNS HAUMHAIOTCS B JETCKOM BO3pPACTeE.
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IHpunoxenue 1.

JTAJIOH OTBETA

Ha 3aJlaHue ISl CAMOCTOSITEIbHON BHEAYAUTOPHOU pabOThI

CI/IHI[pOM «KOIIAa4YbEeTO KPpUKa»

[Ipuunna | Kapuo | Hacror Kimanueckas kapTuHa IIpornos nis
3a00JIeBaHus | THII a 3a00JIeBaHUs KU3HU
BCTpeUa
€MOCTH
Henenus 46,XX | 1:45000 | Cnenuduyeckuit kpuk rpynsaoro | [Iponomxkure
KOPOTKOTO ,Op - pebE&Hka, HaTOMUHAKOIIN I JIBHOCTh
nieya WU MsIyKaHb€ KOILIKH, 00YCIIOBIIEH KU3ZHU
OJIHOM U3 46, CYy’KEHUEM FOPTaHH; U3BMEHEHUS | 3aBHCHUT OT
napel 5-ou XY, MO3TOBOM YaCTH JIMLA U Yepena, | TSHKECTU
XpOMOCOMBI | 5p - JTyHOOOpa3HOE JINLIO, 3aboJieBaHus,
MUKpoIiedatus, SIMUKaHT, OOJIBIIMHCTBO
BBICOKOE€ HEDO, IITOCKAas CIUHKA | OOJIbHBIX
HOCa; IOPOKHU Cepla, 3aJiepsKKa | IIOru0aeT B
YMCTBEHHOT'O Pa3BUTHS, MIEPBBIE TOJIBI.
MUKpouedaaus, U3MEHEHHE
CETYaTKH Ija3a

Kputepun oLieHKU

OHGHK& «S5» CTaBUTCs, €CJIM BCPHO 3all0OJIHCHBI BCC Fpa(i)LI Ta6J'II/II_IBI

OrneHka «4» CTaBUTCS, €CJIM HEBEPHO 3arOJHEHO CoAepKaHue | SYCHKH TaOIHUIThI
OreHka «3» CTaBHTCS, €CJIM HEBEPHO 3aI0JIHEHO COACPIKaHUE 2 sTYeeK TaOIUIIbI
OreHKa «2» cTaBUTCS, €CJIM TaOJIMIIA HE 3al0IHEHA

IIpunoxenue 2.

KoHTpoJibHBIE BONIPOCHI 110 TEMe
1) Ha kakue rpynmel MOXHO pa3leluTh BCE HACIEJICTBEHHBIC 3a00JICBaHUS?

Oco0EHHOCTH KITMHUYECKUX HpOHBJ’IGHI/Iﬁ HaCJICACTBCHHBIX MMaTOJIOTUH.

2) Uro Takoe xpomocoMHble 3a0oneBaHus? KakoBbI MPUYMHBI BO3SHUKHOBECHHS

XpPOMOCOMHBIX 3a00J1€BaHUI?

3) Cungpom [layna.

HpI/ILII/IHI)I BO3HHUKHOBCHHU, KIMHHUYCCKHUC IIPOABJICHHUA

3aboneBanus. [Iporao3 mms Ku3HU.

4) Cungpom Ilatay wu cunapom OnBapaca. KiumHuueckue mnposiBICHUS
3a00s1eBaHUI.
5) Cunapom Knaitndenbrepa, npudnHbl 3a001€BaHUSL, KIMHUYECKUE MPOSBICHUS

6) Cunnpom IllepemeBckoro-TepHepa, KITMHUYECKHE CHUMIITOMBI 3a00JI€BaHUS
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Kpurtepuu oueHKH 32 yCTHBIN ONIPOC (KOHTPOJIbHbIE BOIPOCHI)

Onenka "5" craBuTtcs, eciin OOy4arOIIMICS: TOKa3bIBa€T INyOOKOE M TOJHOE

3HaHWE W  [OHMMAaHHWE  MaTepuasna; II0JJHOE  IIOHMMAaHUE  CYLIHOCTH
paccMaTpuBaeMbIX  TOHSTUW, SBJIECHUM W 3aKOHOMEPHOCTEH,  TEOpHH,
B3aUMOCBS3€M; YMEET COCTABUTH IOJIHBIA W TPABWIbHBIA OTBET; MPABWIBHO M
00CTOATENIbHO OTBEYACT HA JIOMOJHUTEIbHBIE BOIPOCHI, JOMYyCKaeT He OoJiee
OJHOI'0 HENOUYETA, KOTOPBIN JIETKO UCIIPABIISET.

Onenka "4" craBUTCS, €cCiAu OOyYalOIIUWCS: TIOKa3bIBA€T 3HAHUE BCETO
U3YYEHHOTO MaTepuana; JaéT TMOJHBIMA U MPaBWIBHBIM OTBET; JIOMYCKAaeT
HE3HAYMUTEJIbHBIC OIMOKN M HETOUYETHI; HEOOJbIITNE HETOYHOCTU B (hOPMYJIUPOBKE
MOHSTUN;, MaTepuas u3JaraeT B JIOTHYECKOW TMOCJIEA0BATEILHOCTH, JOIyCKasl
HErpyOy1o OIIMOKY WIJIH JIBA HEJOUETA, KOTOPHIE MOXKET UCITPABUTh.

Onenka "3" craBUTCS, €CIM O0YYaAKOIIMIICS: U3JIaraeT MaTepuail pparMeHTapHo;
HE BCerja IMOCJeA0BaTeIbHO, JIOMYCKAEeT OMUOKK MpHu (POPMYITUPOBKE BBHIBOJIOB,
OmMMUOKU TIPU ONpPEACIICHUU TIOHSATUM; OTBEYAET HEMOJHO Ha BOIPOCHI
IpenoaBaTes.

Ouenka "2" craBUTCs, €cnM OOYyYalOIIMKCS: HE pacKpbIBaeT OCHOBHOE
collepkaHHe MaTepuasna; He JeJaeT BBIBOJOB M 000OIIEHUH; nomyckaer Ooliee
IBYX TpyOBIX OMIMOOK, KOTOpbIE HE MOXKET HCIPABUTh Jake MPU TOMOIIH

IMpCrioaaBaTcisd.

Ipuioxenue 3.
3amaHue AJ151 CAMOCTOSITE/IbHOI padoThl 0 HOBOM TeMe

[Tonp3ysach KOHCIIEKTOM JICKIIUH M TEKCTOM yueOHuka[l, ¢ 95-97], pemure 3amauy:

B cembe y 310pOBBIX poauTeseH, SIBISIOIINXCS TPOIOPOAHBIMU CHOCAMU, POIUIICS
JIOHOILICHHBIA peOEHOK, KOTOPBIA BCKapMIIUBaJICSI MOJIOKOM Matepu. [locteneHHo
y HEro mnosBJsIach pPBOTA W IIOHOC, KEJITyXa, YMCTBEHHAs OTCTaJOCTh,
yYBEIIMUEHHUE TICUCHU W Cele3EHKH, 0o0Imas JucTpodus, KaTapakTa, KOTOPBIE CO
BpEMCHEM yCcHIMBaIUCh. Kakoe 3a0oiieBaHuEe CIeAyeT Mpearnonoxuth? Kakue
na0opaTOpHBIE HCCIENOBAHUS CJEAyeT MpoBecTU? MOXKHO 1M NPEeAOTBPATUTH
nanbHeee pa3Butue 3adoneBanusi? Kakue MeToIpl IpeHATAIBHON JUArHOCTUKHU
cleayeT MPUMEHHUTH JJId JUArHOCTUKH ATOro 3abosneBaHus? K kakoil rpyririe
HACJICACTBCHHBIX 3a00JICBAaHMM OTHOCHUTCS d3Ta martojorus? JlomomHurte
KIMHUYECKYIO XapaKTepPUCTHUKY 3a00JIeBaHHMs JBYMS CcHUMITOMamMu. KakoBbl
MPUYUHBI TAHHOTO 3a00JI€BaHMUs?
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JTaJIOH OTBETA:

Jnaruos 3a0oneBaHus — rajgakto3eMus. JlJis MOCTAaHOBKM JUArHo3a MCHONb3YIOT
METOJl — WCCIIeIoBaHMEe B Jpurponurtax ¢epMeHTa ranakroza-l-gocdara,
rajakTo3bl B KPOBU U MOYe, I'Zle¢ YPOBHU €€ yBelM4YeHbl. JlanbpHenliee pa3BuTue
3a00IeBaHUSl MOKHO MPEJOTBPATUTh, €CJIM BOBpPEMs IOCTaBUTh JMArHO3 U
UCKJIIOYUTHh M3 TMHIIM MOJIOKO ¥ MOJIOYHBIE MPOIYKTH. MeToabl MpeHaTaIbHOU
JUArHOCTUKU MPUMEHSIOT JJI CEMEH, TJie UMEIOTCS Clydyau JaHHOTO 3a00seBaHus,
npoBoaiaT JHK-auarnoctuky, ucnonp3ytoT amuuoneHrte3. [IpuumHa pa3BuTHS
raJlakTO3eMUU KpPOETCS B HEIOCTAaTOYHOM aKTHUBHOCTU (pepMeHTa ranakTo3o-1-
dbocharypuaunrpancdepaspl. Ilpu 5TOM NPOAYKT HEMOJHOTO MPEBpaAICHUS
rajakTo3bl B TIIOKO3Yy (ranakto3o-l-hocdar) oTpaBisieT BeCh OpraHuU3M.
JIOTIONMHUTENbHBIE CHUMITOMBI 3a00J€BaHUA — TMEYEHOYHAs HEJ0CTaTOYHOCTD,
OTCTaBaHHE TCHUXOMOTOPHOTO pa3BuTUs. Tum 3a0ofeBaHUs — MOHOTE€HHOE
3a0osieBaHuEe, CBI3aHHOE C HapylIeHueM 0OMeHa BEIIECTB.

Ipunoxenue 4.
3agaHus 1J1 NPpeABAPUTEIBLHOI0 KOHTPOJISI 3SHAHU I

Bri6epuTte npaBUiIbHBIN OTBET:

1. 'ennbie 6071€3HU OOYCIIOBIICHBI:

A) moTepeil 4acTu XpOMOCOMHOTO MaTepuralia
b) yBennueHnem XpoMOCOMHOT0O Matepurana
B) norepeii 1Byx wim 6osee reHOB

I') myTanueit onHOTO reHa

J1) MyTaiusiMu MHOKECTBA T€HOB

2. ITo ayTOCOMHO - JOMHHAHTHOMY THITY HE HACIIETyEeTCS
A) beHMIKEeTOHYpHUSI

b) cuanpom Mapdana

B) neiipopubdbpomaros

3. 'uneppacTsHKUMOCTh KOKH BOSHUKAET MTPU
A) MyKOBHCIIUI03€

b) cungpome Mapdana

B) cunnpome Dnepca — Jlannoca

4. bonblias rpynmna 3a00jieBaHUM, BOSHUKAIOIIUX B PE3yJIbTaTe MOBPEKACHUS
JIHK Ha ypoBHe rena:

A) reHOMHBIE 00JIe3HU

b) xpomocomHubIe

B) rennbie 60e3H1

5. 'ennbie 00J€3HU, KOTOPBIE CBA3aHbI C HAPYIICHUEM aMUHOKHUCIOTHOI'O OOMEHa.

Bcerpewaercss B pasnuuHbix nonyisinuax Jiroged ¢ yactoron 1:6000-1:10 000. B
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HOpPME aMUHOKHCIO0Ta (PeHUJIANaHUH (HEe3aMeHUMasi aMUHOKHUCIIOTa) ¢ MOMOIIBIO
(depMeHTa PeHUTATAHUHTUAPOKCUIIA3bl PEBPALIAETCS B AMUHOKUCIIOTY THPO3UH,
KOTOpas B CBOIK oOuepeAb MOJA JeWCTBUEM (EpMEHTa THUPO3UHA3BI MOXKET
IpeBpallaTbcss B MNUTMEHT MeJNaHuH. [Ilpu HapylieHHMH akTUBHOCTU 3TUX
(epMEHTOB pa3BUBAIOTCS HACIIEICTBEHHbIE 3a00JIEBaHMS YETIOBEKA:

A) nanbTOHU3M U reMo(uIHs

b) dbenunkeronypus u anbOMHU3M

B) cunnpom DnBapica u Ilatay

6. OeHWIKETOHYPHS HACIIETYeTCS

A) 110 ayTOCOMHO-JJOMUHAHTHOMY THUITY
b) no ayrocomMHO-periecCHBHOMY THUITY
B) kak cueriennas ¢ X-XpoMoCoMoi

7. AyTOCOMHO-IOMHHAHTHOE 3a0oJieBaHWE U3 TPYIIBl HACIEICTBEHHBIX
NaTOJIOTUH COeAUMHUTENbHOW TkKaHW. CHUHAPOM BBI3BAaH MYTAIlUSIMH TCHOB,
KOJUPYIOIIUX CUHTE3 TJIMKOTpOoTenHa GUuOpuiuIMHA-1, U SABISAETCS TIICHOTPOITHBIM.
3aboneBanue XapaKTepU3yeTcs pa3IMYHON MEHETPAHTHOCTHIO u
IKCTIPECCUBHOCThIO. B  Kiaccuyeckux ciaydasx JHIla WMEIT YIJIMHCHHBIC
KOHEYHOCTH, BBITSHYTBIC MaJbIlbl (APaXHOMAKTUIINSA) M HEIOPa3BUTHE KUPOBOM
kjaeTdaTku. [loMUMO XapaKTepHbIX U3MEHEHUI B OpraHax OMOPHO-IBUTaTEIbLHOTO
anmapara (yaJuHEHHbBIE TpyOUaThie KOCTH CKeJleTa, THIEPMOOMIBHOCTh CYCTaBOB),
Ha0JII0/1aeTCA MATOJIOTUS B OpraHax 3peHHs U CEpJIeYHO-COCYIUCTON CUCTEMBI,

A) cunapowm Ilaray

b) cungpom DaBapaca

B) cungpom Jlayna

I') cunapom Mapdana

ITaJI0HBI OTBETOB:
1", 2A, 3b, 4B, 5B, 6b, 7T

Kpurtepuu ouenku 3a padbory no HoBoi TeMe

Ornenka «5»: oOydarommiicss HaOupaer 8 u Oosiee OamnoB (16amnm 3a KaxAbINA
MIPaBUJIbHBINA OTBET)

Orenka «4»: obyuatonuiics Habupaert 5 - 7 6awioB

OueHka «3» He CTaBUTCS

Ipuioxenue S.
3aganue 1J19 CAMOCTOSITEJIbHOM BHEAYIMTOPHOI padoThI CTYJIEHTOB
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N3yuuth koHcmekT Jekiuu. COCTaBUTHh SJEKTPOHHYIO MPE3EHTALMI0 IO TeMe
«l'ennbie 3a0oneBanus». [loaroroButh pedepatuBHBIE COOOIICHUN IO TEMe
«["ennbie 3a00aeBanusa» [3, ¢ 209-226]; [2, ¢ 81-93]

Cnucox UCIoJIb30BAHHBIX HCTOYHHKOB

OCHOBHBIE HCTOYHHUKH:

1. Pyban D3.J] I'eHeTHka YeioBeKa ¢ OCHOBAMH MEIUIIMHCKHUX 3HAHUH.- PoctoB H//: Denuke,
2015.-319 c. — (MenumuHa).

I[OHOJIHI/ITCJII)HI)IC HCTOYHUKH.

1. 3asm P.I'., byrBumnosckuii B.3., Paukosckas 1.B., laBeinoB B.B. Obmas u Mmenuuunckas
reHeTuKa (JeKuun u 3a1a4un). — Pocros-Ha- Jlony: ®ennke, 2012.

2. Puc, CtepuOepr. BreneHue B MoJIeKyIsIpHYTO Ouosioruro. — M.: Mup, 2013.

Teitnop 1., I'pun H., Crayr V. buosorus. — M.:Mup, 2004.

4. DrnexkTpoHHbIE 00pa30BaTENbHBIE PECYPCHI (AMIAKTUYECKUN MaTeprall Ha SJIEKTPOHHOM

w

HOCUTCJIC 1A HHTepaKTHBHOﬁ JOCKH, SJICKTPOHHBIC TUAAKTHYCCKHNEC MAaTCPHAJIbI
MH(OPMALIMOHHOTO, TPAKTUYECKOTO ¥ KOHTPOJIUPYIOIIETO TUIIOB, JIEKTPOHHBIE yueOHbIE
mocoowms)
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	Диагноз заболевания – галактоземия.  Для постановки диагноза используют метод – исследование в эритроцитах фермента галактоза-1-фосфата, галактозы в крови и моче, где уровни её увеличены. Дальнейшее развитие заболевания можно предотвратить, если вовре...

