[InaHe 4 reHos @

CryaneH4yeckas razera kadeapsl OHOAOTHH
ouoaorugeckoro pakyaprera I'TY um. . CKOpHHBI
BeInyck 99 mapT 2024 r.

Hamu HOBOCTH

B npenaBepun npaznHuka 8 MapTa CTYAEHTHI 3 Kypca OpTraHU30BaJId CIIAJKWN

CTOJI JIJIsi CBOMX OJHOKYPCHHII
[To3npaBuiu npenojaBaresied U MOJHSIA C€0€ U OKPYXKAIOUIUM TPa3IHUIHOE

HACTpOCHHE.
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I'enernueckue 3a0oseBaHus — 3TO OojbIIas Ipymma 00Je3HEN YeI0BeKa, BI3BAHHBIX
MaTOJIOrMYeCKUMH U3MEHEHUSIMH B TEHETHYECKOM arnapare. B Hacrosiiiee BpeMsi U3BECTHO
0oree 6 ThICSIY CUHIPOMOB C HACJIEICTBEHHBIM MEXaHU3MOM IepeIadH.

Buapbl reneTHYeCKUX 3a00JIeBAaHUH YEJIOBEKa
OCHOBy HaCJICOACTBCHHBIX 3a00JI€BAaHUH COCTABISIOT I'CHHBIC, XPOMOCOMHBIC 1 MUTOXOH-
APHUAJIbHBIC MYyTalllH.

o Aymocomno-oomunanmusie. [Ipu JaHHOM BHJI€ MyTalluu YEJIOBEK HACIEAYET OJHY
HOPMAJIBHYIO M OJTHY U3MEHEHHYIO KOIUIO TeHa, OHAKO MOCIeIHss (hopMa MOaBIseT
nepByto. O HU JOMUHAHTHBIE TCHETHYECKHE 3a00JIeBaHUS MOTYT MOSIBUTHCS Cpasy I0-
cJie pOXKIEHUs, Apyrue — B 0oJiee 3pesioM BO3pacTe, U TOT/Ia UX HAa3bIBAIOT «3a00JIeBaHUS
C TIO3THUM J1e0r0TOMY. [IprMepsl: MOTUKUCTO3HAs 00JIE3Hb MOYEK, CHHIPOM [ eHTHHTTO-
Ha, aXOHJIPOILIa3us, Xopesi XaHTUHITOHA.

o Aymocomno-peyeccugnulil. B 3ToOM ciydae MpOUCXOAUT MOJIHASI 3aMEHa 3/I0POBBIX Ie-
HOB Ha MyTaHTHbIE. PEOEHOK JTOIKEH MOTYYHUTh IO OAHOW KOIUH PEIIECCUBHOTO MY-
TAHTHOTO I€Ha OT Ka)KJ0ro U3 poauTeseil. Y oTia U Marepu MOXKET He HaOII0aThCs
JaHHOTO 3a00J€BaHMs, HO 9TO HE UCKIIIOYAET UX KaK HOCUTENIEH reTepO3UroTHON MyTa-
1uU. BeposTHOCTD, YTO y Maphl MOSBUTCS PEOEHOK C ayTOCOMHBIM PELECCUBHBIM 3200-
neBaHueM paBHa 25%. [Ipumepsl: anbOMHU3M, MYKOBUCITUI03.

o Kooomunanmubiii. DTOT TUIl HACTEAOBAHUS TIOAPAa3yMEBAET MPOSBICHUE U JJOMHU-
HAHTHOTO, U PEIIECCUBHOTO T'€HA, TOATOMY 3a00JIeBaHUE HACIEAYETC sl YacTUYHO. SApkuit
IIPUMED: CEPIIOBUIHO-KIICTOUHAS AHEMHSI.

e Hacneoosanue, cyennennoe ¢ nonom. O3Ha4aeT, 4YTO HACIEAOBAHUE TPUZHAKOB TIEpe-
naéTcs TOIBKO ompeeaeHHoMy nony. Hampumep, remodureit 00J1et0T UCKITIOYUTENHHO
MYKUYUHBI.
['ennbie myTanuu
['eHHbIe (TOUEUHBIE) MyTAllUU — 3TO T€, UTO BO3HUKAIOT B PE3Yy/IbTaTe U3MEHEHUS XUMUYE-
CKOM CTPYKTYpPBI T€HA U MPEACTABISIIOT CO00I 3aMEeHY, yaJeHUE WIH BCTaBKY HYKJICOTHA.
Bo3Hukator yaiiie, 4eM XpOMOCOMHbBIE U TEHOMHBIE, OJHAKO B MEHBILIEH CTENEHU MEHSIOT
ctpyktypy JAHK. Takke k reHHbIM MyTallsIM OTHOCSITCS TPAHCIOKALUU (TIEPEHOC), TYILIU-
Kaluu (MOBTOpeHue), nHBepcuu (repeBopoT Ha 180°) yyacTKOB reHa, HO HE XpOMOCOMBI.

Mpumep 1:
paccmorpum mytanuio I'TT I I'TT — I'TH LI T'T'T.

B nepBom Tpumiere nmpousoinia TAMUHA 3aMeHUIICS Ha UTO3uH. Tpurmietsl I'TT u I'TL
KOAUPYIOT IITyTAMUHOBYIO KHUCJIOTY, TIO3TOMY JAaHHAs MyTallus HE BbI3Bajla U3BMEHECHUN B
CTPYKType OeKa: My-IIH-MPO — TIy-TIU-TIPO.

B APYTHUX KC ClIydasaX 3aMCHA HYKIICOTHIA MOKCT U3SMCHUTD ITIOPAAOK aMHUHOKHUCIIOT B
MOJICKYJIC Oeka u IMPUBCCTHU K (beHOTI/IHI/I‘-IeCKI/IM IMOCJICOACTBUAM.
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Ipumep 2:
I'TT QUIIITT — I'TT QUITITT.

B nepsoM Tpuruiete TuMuH 3ameHwiICs Ha ryaduH. I'TT kogupyeT riyTaMUHOBYIO KUCIIOTY,
a I'Tl" — ructugun. CooTBETCTBEHHO, NEPBUYHAS CTPYKTYpa OeKa U3MEHSAETCs: Iy -IJIu-
po — ruc-nu-npo. CymiecTByer 00iblIas BEPOITHOCTh NOSBICHUS] (PEHOTUITUYECKUX U3~
MEHEHUH.

MynbTr(aKTOpHaNTbHbIE TCHETHUECKHE 0ONE3HN

MynbTr(aKkTOpHATbHBIMI TeHETHUYECKIMH 3200JIeBaHUSIMU HA3bIBAIOT MMATOJIOT UM, BOSHHUKA-
IOIIHE MPU COYETAHUN TEHETHIECKON MPEAPaCONOKESHHOCTH U BIUSHUU OKPYKaIOIIeH
cpensl. [IpocToit mpuMep: MaMeHT IpeapacoiokeH K paKy JIETKUX + B TEYCHUN HECKOITb-
KUX JIET 3710ynoTpedisieT KypeHrueMm. COOTBETCTBEHHO, PUCK BO3HUKHOBEHHSI 3a00ICBAHHSI
yBeJIMUMBaeTCs B 2 U OoJjee pas.

K nanbornee yacto BcTpedarommumces MynbTU()aKTOpUaIbHBIM 00JIE3HSIM OTHOCSTCS TICOPH-
a3, HMPpO3 MEeYEHHU, PEeBMATOUTHBIN apTpUT, UllIeMHueckas 001e3Hb cepAlla, OpoHXuaIbHas
acTMa.

JlnarHoCTHKa HACJAEACTBEHHBIX 00JIe3HEH

JKu3Hb YemoBeka HAYUMHACTCS C MOMEHTA 3adaTthsi. YTOOBI YTOUHUTH COCTOSIHHE TIIO/A, BaXK-
HO TIPOBECTH MPEHATAIBHYIO JUArHOCTHKY BO BTOPOM TpUMecTpe OepeMeHHOCTH. TecT mmo-
MOJKET PacCUUTaTh PUCKU pa3IudHbIX cuHApoMoB ([layna, DnBapnaca, Kopuenu ne Jlanre) u
nedexTos.




ITone3Has nH(porpaduka

HazsaHue 3abonesanuA | MNpuunHa 3aboneeanun | Kark npoAasnAeTca neueHue
DeHNKETOHY DUA HapyweHue obmeHa Taxe nas ymcrBeHHan CrneumansHan gmeTtac
(DRY) aMHOKMCNOTDI OTCTaNnoCTb, CYA0OPOIM | HU3KUM COOE DiaHMEM
beruaanatmny, henrnananmya
KOTOopaAanocTynaeT c
nyue
BpoaeHHbIH HapyweHue TAMenoe HapyLeHue TOPMOHO3aMEeCTUTENbHAA
rMNoTepmMos obpasosaHmMa YMCTBEHHOMO M TepanuAa
rOpMOHOB puzmyeckoro pa3srTHA
WITOBMAHOM Hene sl
AnpeHOreHUTaNbHbIN HapyweHue VP OMHAakOLLE & HUZHU TOMOHOZ3ME CTUTR IBHAA
crHapom (ArC) 06 pa30BaHMA rOMOHOB | COCTOAHKWE M/nnn Tepanua
HaANMOUEUHMKOB HEMpaBuibHOE
CTDOEHWE HAPYHHbIX
NO/IQBLIX ORFaHOE
Myxoercunaos (MB) HapyleHue HapyweHue paboTbl KomnaekcHoe neyeHmne
TPaHCNopTa conei ObIXaTEeNbHOH 1 pepmeHTamm,
yepesmemOpaHbl NMULWLEBAPHUTEN BHOK aHTHMOMOTHMRAMKM 1
KNETOK CMCTEM APYrMMy npenapaTamm
ranaxTozemma (FTAM) HapyweHue obmeHa VP OAOLLE & HMUIHU CneumansHaa AMeTac
ranakTosbl (MOHOHHOFO COCTOAHWME, HWSKMM COOe DHaHKHMEM
caxapa), koTopaa YMCTBEHHEA ranaxkTo3sbl
MOCTYNaer CAnWen OTCTANOoCThb, KaTapakxTa
11 apyrux HapyweHuaobmeHa BHesanHaAacmepTb, CneumanbHan gueTta
Hacne ACTBeHHbIX amHOKMCNOT, CYA0pOrM, yTHETEHWE u/wnv npuem
HapyweHui obmeHa OpraHMuecKme HEPBHOM CUCTEMBI, NeKapCTBEeHHbIX
aumae MuM, nederTbl PBOTA, CHUKEHME npenaparoe
B-OKMCAGHWA MMPHBIX | MHTENEKTawm ap.
KMCAOT
Yupenureb: IIJIAHETA TEHOB I'naBHBIE peqaKTOPHIL:

CTyJeHYECKHI aKTUB Kadeapsol
BHNOJIOTNN

ABTOpHI HAaEYATAHHBIX MaTEPHU-
aJIOB HECYT MOJHYI OTBETCTBEH-
HOCTH 3a MOAOOP U TOYHOCTH MPUBeE-
IOEeHHBIX (PaKTOB.
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