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MEJIMIINHCKAS I'EHETUKA: 'EHHBIE BOJIE3HU
: (JIeknusa 3)

H. K. CemuHcKuli.

(MpkyTCKHit roCcyAapCTBEHHBIH MEIHLMHCKHI YHUBEpCUTET, pekTop — akax. MTA n AH BII A.A. Maii6o-
poaa, Kypc MEAMUHMHCKOIN reHeTHkH, 3aB. — npod. M.0K. CeMuHCKHi)

Pe3tome. B nekuuun nanaraerca matepuan no npobneme reHHbix (MONeKynapHbiX) HAacNeaCTBEHHbIX
6onesHen yenoBeka. [peacraBneHa coBpemeHHaa UHOpPMaLUA O MexaHuaMax rnartoreHesa, CUM-
nTomMaTtuke, NporHo3e ana 60NbHbIX C AAHHOK NATONOrMen.

Tennvre unu monexynsaprole 60ne3Hu — 3T0 rpynna
HacleaCTBEHHbIX 3a00JeBaHUH 4YenoBeKa, MPUYHHOM
KOTOPBIX SBJIAIOTCA TOYKOBbIE MyTalUHH B MOJIEKYy]E
JHK, npuBoasine Kk HapyLIeHHUIO CHHTe3a GeNIKOB.

HssectHo yxe Gonee 3 000 reHHbix GonesHew,
XOTs 4acTOTa MX HeBelWka. MyTalWH, BbI3bIBAOLINE
HACJIEeACTBEHHbIE  OOJNIE3HH, MOryT 3aTparuBaTth
CTPYKTYpHBIE M (epMEHTHbIE 6EJIKH U MPOABIATh-
Cs B BHJE YETHIPEX BapHaHTOB: OTCYTCTBHME CHHTE3a
6enka, cUHTE3 aHOManbHOro 6esika, HELOCTATOUHBIH
cuHTe3 Genika, H3OBITOYHEIM CHHTE3 OenKa.

[To reHeTuyeckoi knaccuGUKaUUK pa3NH4aAOT
ayTOCOMHO-IOMHHAHTHbIE, 2y TOCOMHO-pELECHBHBIE H
cueruieHHbie ¢ X-XpOMOCOMOH TeHHble O60JIe3HH.
KnuHuUKCTEl BBIAENAIOT HEpPBHBIE, HEPBHO-MbILIEY-
Hbl€, KOXHBIE, I1a3Hbl€, SHAOKPHHHBIE, ICHXHUECKHE
1 apyrue ¢opMbl reHHbIX 60e3HeH.

OCHOBHBIM 3BEHOM MaTOreHe3a TeHHbIX Oones-
HEH, CBA3AHHBIX C HapyLIEHHEM CHHTE3a CTPYKTYp-
HbIX OenkoB, fBASETCS Nporpeccupymowas atpobus
COOTBETCTBYIOLIEH TkaHH. MexaHH3M pa3BHUTHA TEH-
HbIX 6oJle3HeH, NMPH KOTOPBIX HapyliaeTCs CHHTE3
6eKkoB-(epMEHTOB, CBA3aH C HAKOIJIEHHEM B Opra-
HU3ME HayalbHbIX MPOAYKTOB MeTabonau3Ma H3-3a
HEBO3MOXHOCTH HMX pAacCIUEIIEHHS M HEeJOCTaTKOM
KOHEUHBbIX MPOAYKTOB peaKLHH.

DEeHNIKETOHYPHUSA — ayTOCOMHO-peLeccHBHas 60-
Jie3Hb aMHUHOKHCIIOTHOro obMeHa. Bcerpewaercs co
cpeanei yactotoi 1: 10000 HoBOpoXIAEHHBIX. My-
TAHTHBIN FE€H pPacnoJioXKeH B ANHHHOM miede 12 xpo-
mocoMbl. HapyluaeTcs cuHTes ¢epMmeHTa ¢eHunana-
HUHTHAPOKCHIIA3bl, KaTalW3WpYyIOlleil MpeBpalleHHe
¢eHunanaHuHa B THpO3WH. CneIcTBHEM 3TOro ABINA-
€TCs HaKOMIeHNHe B OpraHu3Me U Moue ¢GeHunanaHu-
Ha U QEeHUINMUPOBUHOrPaLIHON KHUCOTHI.

JeTH ¢ QEeHUTKETOHYpHEN POXAAIOTCA 3J0POBBI-
MH, HO B MEPBbIE K€ HEJENH M0Cc]e POXKIACHHA B CBA-
3 C TOKCHYHBIM JeHcTBHEM (eHUIMUPOBHHOTPAN-
HOH KMCIIOTBI Pa3BUBAIOTCHA KJIMHHYECKHE NMPH3HAKH:
TNOBLILIEHHas BO30yAHMOCTb, rumeppecdiekcus, mo-
BBILUEHHBIH TOHYC MBI, TPEMOP, 3nuaentudopm-
HbI€ TpUMAJKH, XapaKTEpHbIH “MBILIMHBIA “ 3amax,
aucnencus. Ilo3xe pa3BUBaOTCA YMCTBEHHAs OTCTa-
n0cTh, MUKpouedanus. M3-3a cHUXXeHHU CHHTE3a Me-
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JlaHWHA y OONBHBIX OTMEYaeTCs CHHXKEHHAs MUTMEH-
TalMsA KOXHBIX MOKPOBOB, BOJIOC, pafyXHoi 00605104-
KM rnas.

PanHsAs AMarHocTHKa (EHWIKETOHYPUH NpOBO-
IOUTCS NpH MOMOLUN CKPUHHHI-TECTA B MEPBbIE HEME-
nu ku3HU pebenka. CyluecTByeT 4 BapHaHTa TecTa:
onpeneneHie (GeHUINHPOBUHOTPAAHOM KHCIOTHI B
Moue MpH pealnH C XJOpUIOM Keje3a, MUKpo61oI0-
ruueckui tect ['atpy, xpomartorpadus u ¢0opH-
MmeTtpus. B ciyyae monoxurtenbHOro pesynbraTta npo-
BOJAAT MHOTOBTAMHYI0 YTOYHSIOLIYIO OGHOXMMHUE-
CKYIO IHarHOCTHKY.

[Mocne ycraHoBneHHs auarHo3a pebeHOK cpa3sy
ke MepeBOANTCH Ha GeceHHnanaHHHOBYIO OHETY,
OCHOBaHHYIO Ha 3aMeHe (eHMNIanaHuHa Ha THPO3HH
(ruzponusat MOJOYHOTO Ka3eMHa, pacTUTENbHas MH-
a U T.1.). AZeKBaTHas AMETOTEpanus C PeryaspHbIM
6MOXMMUYECKUM KOHTPOJIEM YPOBHS (eHUIanaHHHa
MPUBOAUT K MOJNHOM KOPPEKUHH COCTOSHUSA pebeHka
u ¢ 10-13 neT meTH yxe He HYXIAlOTCH B AHETHYE-
CKOM JIeYEHHH, a NMepeBOAATCA Ha OObIYHBIH palHOH
NHUTaHHUA.

[CanakTo3eMHs — ayTOCOMHO-peleccHBHOE 3ab0-
JeBaHue yrnesogHoro o6meHa. Bctpeusaercs co
cpenneit yactoroi 1:30 000 HoBOpoXIEHHBIX. My-
THpYeT reH ¢epMeHTa ranakro3o-1-gpocdar ypuann-
TpaHcdepa3bl, KOTOpPbIi pacnonaraercs B KOPOTKOM
niede 9 xpoMocoMsl. B pesynbrate 31010 Iedekra B
TKaHAX OpraHM3Ma HaKalUIMBaeTCs rajlakTo3a M ra-
nakTo30-1-dbocdar U, kpome TOro, BOSHHKAET AePH-
UHT FIFOKO3BI.

CumnToMbl 3a00JieBaHUs NpPOSBIAIOTCA Y HOBO-
pPOXIEHHBIX Mocie npuemMa MoJoka. OCHOBHBIE KIH-
HHUYECKHe NPOSABICHHUSA: XKeNTyxa, MOHOC, pBOTa, NpH-
BOJSLIME K OOE3BOKHBAHHUIO OpraHU3Ma, yMeHblle-
HHMe Macchl TeNa, acUMT, renatoMeranus, KaTapakTa,
OTCTaBaHHE B YMCTBEHHOM pa3BUTHH. IIpu TAxkesoi
tbopme BO3MOXKEH JIETabHBIH HCXO.

JlnarHo3 3a0oJieBaHHA CTaBUTCA Ha OCHOBAaHHH
ONnpeacneHmns CTOMKOTr0 CHHXEHUSA KOHUEHTpaUUuH
TJII0KO3bl B KPOBH (HarpysouHas npo6a), ranakro3y-
pHH, rajaKTo3eMHH, CHWKEHHA aKTHBHOCTH rajakTo-
30-1-pocdar ypuauntpaHcepassl B SpUTPOLIUTAX.




[Tp1 cooTBeTCTBYIOLIEH AHETOKOPPEKLHH, B KO-
TOPOH MpelyCMOTPEHO HCKIIOYEHHE MOJOYHOrO ca-
Xapa M AONOJIHUTENbHOE BBEAEHHE TIIOKO3bl, pebe-
HOK TOMpaBJfAeTCA, TaK KaKk B JaJbHEHIIEM aKTHBH-
3MpYyeTCs alnbTePHATUBHBIA MyThb INpEeBpalUEHUS Tra-
JaKTO3bl B TJIIOKO3Y C Y4YacTHEM Trekco3o-l-gocdar
YPUAUATpPaHChEpaskl.

AIpEHOreHUTAIbHbIA CHHADPOM — ayTOCOMHO-pe-
LeccUBHOE 3aboNieBaHHe OOMEHa CTEpOUAHBIX ToOp-
MOHOB, BcTpevaroueecs ¢ yactotod 1: 5 000 HoBo-
poxAeHHbIX. PaznuyaloT no MeHblueld Mepe 5 pa3Ho-
BUJHOCTEH HaCJIeACTBEHHBIX Ae)ULUTOB PEPMEHTOB,
obecrneynBalolUX CHHTE3 CTEPOUAOB (21-rHApOKCH-
nasa, XojecteposigecMona3a, 3-B-ruapokcucTepounn-
aerugporeHasa, 11-B-ruapokcunasa, 17-0-ruapoKkcH-
naza). Yamwe Bcero (90% Bcex ciyvaeB) afipEHOTEHH-
TaJIbHBIH CHHAPOM CBA3aH ¢ MyTauued reHa 21-rug-
pOKCHIa3bl, KOTOPBIA JOKAJN30BaH B KOPOTKOM Ijie-
4e 6 XpOMOCOMBI.

O6umii ana 60abWIHHCTBAa GOPM NAaTONOTHYECKUM
MEXaHU3M BKJIIOYAET 3af€PKKy MPOAYKLHH KOPTH30-
Jla B HaAMOYE4YHHUKAX, YTO CTHMYJHPYET BbIPabOTKY
runo®u3oM  aJpeHOKOPTUKOTPOMHOTO  rOpMOHa.
AKTDC ctumynupyer cuHTe3 17-ruapoxcumporecte-
POHa, 4TO BEAET K FMMEPNPOAYKLUHH aHAPOTEHOB, CO-
NpOBOK AalOLIeCsA TUNepnna3ueil HaAnOYeYHUKOB,

DEHOTUNHYECKHE NPOABJIEHUS aJpeHOTeHHTalb-
HOTO CHHLpOMa CBf3aHBbl C HapyLIEHHEM MOJOBOMH
anddepeHUrpOBKH (MYKCKOM MM XXEHCKHH MCEeBIO-
repMapoOANTH3M), PpaccCTPOHCTBOM MHHEPAIBHOrO
obMeHa U pa3BUTHEM apTEpPHaIbHON rHNEePTEHIUU.

PasznuyalotT ABE OCHOBHBIE KJIMHHYECKHE (OPMEI
aJIpeHOrEHUTAIbHOrO CHHApPOMA, CBA3AHHOTO C [e-
¢uunToM . 21-ruapokcunassl. ConbTepsowas dopma
CBfI3aHa C TOTaJbHBIM AeQULUUTOM (EepMEHTa, HEAOC-
TaTKOM MHHEPaNOKOPTHKOMIOB U PE3KHM HapyIIEHHU-
eM cojeBoro obMeHa. B maTtonoruueckuil mpouecc
BOBJIEKAETCA  PEHHH-aNbAOCTEPOHOBAA  CHUCTEMa.
CuMnToMaTHKa TpOSABIAETCS Y HOBOPOXIEHHBIX:
CPBITHBAaHHE, PBOTA, TAXUKapAHA, COHJIIMBOCTD, MOTE-
pA Maccel Tena, AeTUApaTauusa. JJHaHOCTHYECKH 3Ha-
YHUMBI THNEpPKATHEMHUS, TUTIOHAaTPUEMHS, aLUI03, MO-
BBILIEHHWE B MOYE YpOBHA 17-KETOCTEPOMAOB M Mpe-
rHanTpuona. [Ipocras BUpunbHas ¢popMa xapakTepu-
3yeTCs HEMONHbIM Je(UUHTOM 21-rHapoKcHia3el,
4YTO MPHUBOAMT K M3OBITOYUHON NMPOAYKLUHH aHIApOTe-
HOB Yy JEBOYEK M MNpOABISAETCA B BHAE Pa3IHYHOM
CTENEHH MaCKyJUHU3aUUU. Y HOBOPOXKAEHHBIX AEBO-
YeK OTMeYaeTcs TumepTpodHs KJIUTOpa, THMEepIHT-
MEHTaLUA OKOJOCOCKOBOH U FeHUTaNbHBIX obnacTei,
MoXeT HOopMHpOBaTbCA MOLIOHKA M MEHHC. B manb-
HeiilleM pa3BMBAaeTCA KIWHMKA TNceBaorepmadpoay-
Tu3Ma. OOLEenpUHATEIX 3PPEKTUBHBIX CHOCOOOB Jie-
YEHUs aJpEHOreHUTANbHOTO CHHIPOMA Ha Cero-
IOHALIHUHA JeHb He CYLIECTBYET.

MyxOBHCLIHAO3 — ayTOCOMHO-pELECCHBHOE 3a60-
JieBaHWe, NMPUYMHOH pa3BUTUS KOTOPOTO SBISAETCA
myTauus B reHe CFTR, n10kanu30BaHHOTO B IJMHHOM
nneye 7 xpomocoMel. IonmynsiLMOHHas yacToTa My-
KoBucuuao3a coctaBiafeT 1:2 500 HOBOpOXAEHHBIX.
'en MykoBHCLMI03a AIETEPMUHUPYET CHHTER Oelka —
TPaHCMEMOPAHHOTO peryiaTopa MPOBOAMMOCTH s
XJiopa M HaTpusa. B pesynbTaTte OTCYTCTBUSA JaHHOTO
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TeHONMpPOJAYKTa HapyLaeTCs TPaHCMOPT XJIOPHIOB B

3MUTENNAIBHBIX KieTkax. [Ipoucxoanut u3beITOUHOE

BbIBEEHHE XJIOPUAOB ¥ 0Gpa3oBaHHe IyCTOH BA3KOM

CIM3M B MpOTOKaxX 3K30KPHHHBIX »ene3, Oponxax,

KMLIEYHUKE, B KaHaJlbLlaX CEMEHHUKOB.

BeiaensoT 4 0OCHOBHbIE KJIMHUYECKHE (POpMBI 3a-
6oneBaHus.

1. MeKkOHHaNIbHBIH WJIEYC HOBOPOXIEHHBIX — K MO-
MEHTY pOXIAEHHUS KHIIEYHHUK pebGeHKa 3amojiHeH
TYCTBIM MEKOHHEM. BO3HHKaeT mojHas KulIevHas
HEMpoOXoAUMOCTh, Tpelylolas OMepaTHBHOrO Jie-
yeHHs. Bo3MOXeH MEKOHHANbHBIH NEPUTOHUT.

. Kuweuynas ¢opma — BhIABISETCA B PaHHEM MOET-
ckom BospacTte. Kuiieunble nposBIEHHs CBA3AHbI C
HapyLIEHHEM aKTHUBHOCTH (QEPMEHTOB MOMKENY-
JIOYHOM Kene3bl BCIEACTBHE 3aKYNOPKH €€ NpoTo-
KOB CiM3bl0 U 00pa3zoBaHHss (GHUOPO3HBIX KHCT.
[CHUNOCTHBIE NPOLECCHl B KULIEYHHKE TIPUBOMAT K
B3IYTHIO )KUBOTA, NMOABJIEHUIO OOMIBHOTO KMPHO-
ro CTyna C pe3KMM 3aMaxoM, Y HEKOTOphIX 6oJb-
HBIX OTMeYaeTcs BBIMAJEHHE MPAMOH KHLIKH, Ou-
JMapHBIA LUppO3 MeyeHU. XapaKTepHa BbIPaXEH-
Hasg TMOOTPOQHs, HECMOTPS Ha XOPOLIXH aNmeTHuT.

. Bponxo-nerouynas ¢opma — BHIABIAETCA B PAHHEM

IETCKOM BO3pacTe MNOCje NMEPEHECEHHOH OCTpOWH

pecnupaTopHOH MHGpeKUUH U 00yclOBIEHa rUMep-

NpoAyKUHeHd BA3KOro cekpera B Oponxax. O6-

CTPYKTUBHBIH CHHIAPOM OCJOXHAETCA TPHCOEIH-

HEHUEM BTOpUYHON HHpekuuu. 3aboneBaHue Npo-

TeKaeT B HOpMe THOMHO-00CTPYKTUBHBIX GPOHXH-

TOB, TSKENBIX MHEBMOHUH, HabnoaaloTCs GpoHX0-

3KTa3bl, 3Mpusema, abcueccol, hopmupyeTcsa ne-

royHoe cepaue. Jletu norubaloT OT AbIXaTeNbHOMH

U cepleyHOi HEAOCTaTOUHOCTH.

CwmerwuaHHas (J1erovyHo-kuieyHas) ¢opma — BCTpe-

yaeTcs yalle APYrHX, COYETAaeT B ceGe CUMMTOMBI

CO CTOpOHEBI JIETKMX M KHLIEYHHMKA, JAaeT MOJH-

MOpGHYIO KITHHHYECKYIO KADTHHY — OT CTEPTHIX 10

TAKENBIX QopM.

JuarHocTuka MyKOBHCLMAO03a OCHOBaHa Ha KJIH-
HUYECKHX CHMNTOMaxX, pe3ylbTaTaX GHOXHUMHUECKHX
noka3saTenei (MOHBI HaTpPHUsA M XJIOpa B NMOTE, aKTUB-
HOCTb TPHUIICHHOTEHAa B KpOBH, TNPOTEOJUTHYECKAS
aktuBHOCTh kana), JIHK-nuarnoctuke. CBoeBpeMeEH-
Hasg [OUarHOCTHKAa MYKOBHCLMI03a CYLIECTBEHHO
yNy4uaeT MpOrHOo3, Tak Kak AaeT BO3MOXKHOCThb paH-
HEro MpoBENEHUS AUETOTEpaNnuH, JIEHEHHS MYKOIH-
THUKaMH, aHTH0aKTepHaNbHBIMY MpenapaTaMu 1 Ap.

CuHapoM MapdaHa — ayTOCOMHO-AOMHHAHTHOE
3aboneBanue, 00ycloBlIeHHOEe MyTalueil B reHe 6en-

Ka COeNUHUTENbHOH TkaHHW (GHUOPUNIHHA, JOKaNIU30-
BAHHOTO B JUIMHHOM mieue 15 xpomocomsl. [Tonyns-
HMoHHas yactoTa — 1:10-15 ThICAY HOBOPOXKAEHHBIX.
Hedbuunut ¢ubpunnvx#a NpUBOAHT K THNEPPACTAXKH-
MOCTH TUIOTHOH COEIMHHUTENBHON TKkaHH. [losTomy
npu cuHapome Mapdana HabnrofaeTca KIMHUYECKHUi
MOJUMOP(HU3M U MO TAKECTH MOPaXKEHHUsS, U MO CTe-
MEHU BOBJIEYEHHOCTH B MPOLECC CUCTEM OpPraHU3Ma.
MUHUMaNBHBIME ~ JHaPHOCTUYECKUMU TMpU3HAKaMU
CYHUTAIOTCA: BBICOKMH pOCT, apaxHoaakTunusa (“‘nay-
YbY ManblLpbl’), TMIEPNOABHKHOCTb CYCTaBOB, MOJ-
BBIBUX XpyCTalliKa, aHeBpH3Ma aopTel. YacTo BCTpe-
YaloTCA YANMHEHHbIE KOHEYHOCTH, JedopMauus
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rpyaHoii knetkd. Hepeako uMeroTcs 6eapeHHbIe, na-
XOBble M auadparManibHble TpbIXKH, THMOMIAa3UsA
MBI U MOAKOXHOH KJ€TYaTKH, MbILIEYHas THIOTO-
HUs, HepponTo3, IMpHU3EMa JETKHUX.

HuarHoctuka cuHapoma MapdaHa mpH CTEPThIX
¢dopmax 3arpyaHeHa. HMmeer 3HaueHue cemeiiHbIN
aHaMHe3 M MOpaXX€HUE MO MEHbIIEH Mepe ABYX CHC-
TeM. OKOHYaTeNbHbIH AHArHO3 YCTaHABIMBAETCA MPH
JHK-gnarnocTHke.

Muoanctpodus Jliomenna-Bekkepa - X-cue-
MJeHHOE peueccHBHOE 3aboneBaHKe, BCTpevaloueecs
¢ yactoTtoii 1:3500 mansuukos (diowenna) u 1:30000
manbuukoB (Bekkepa). MyTupyet ren Genka capko-
JAeMMbl AUCTpPOGdHHA, KOTOpHIH J0OKanM30BaH B KO-
poTkoM mieue X-XpoMOCOMbI. Bbigensior aBa Tuma
NCEeBAOTUNEPTPODHUECKON MbILIEHHONH AUCTPODHH:
THN J{loleHHa ¢ TAXeNbIM TeYeHHEM (CHHTE3 OHC-
TpoHHA MONHOCTBIO 60KMpOBaH) M Ao6pokavecTt-
BeHHBIM THN Bekkepa (AMCTPOGHH CHHTE3UpYETCH B
He6OMBIINX KOMHYECTBAX).

Muoauctpodus [iomeHHa KIMHUYECKH MaHHe-
CTUpPYET ¢ 2-4-Xx neTHero Bo3pacTa. JIeTH No3AHO Ha-
YHHAIOT XOAMTb, (OPMHUpPYETCH HeyBepeHHas “‘yTH-
Has” MOXOJKa, XapakTepHa MCeBAOrUnepTpodpus k-
POHOXHBIX MbIIIL. 3aboJieBaHHE HEYKIOHHO TMpo-
rpECCUpPYET M aTpoHueckHe U3MEHEHUS MBILLLL Mpe-
o6peTaloT BOCXoAdlLIee HAMpaBlieHUe: rojeHb — 6en-
po - Ta3 — CIHMHA - M40 — PYKH — KapAMOMHOMa-
THA — OuadparMa - rjaoTka — javuo. HMurtesmnekr y
6onpHbIX aeteit cHwkeH. K 10-11 rogpaM agetu yxe
NPHKOBaHbl k mocTend. CMepTh HacTynaeT Ha 2-3 ne-
cATUNeTHH >kU3HH. HemocpencTBeHHoW npuHUMHON
CMEpTH CTAaHOBHUTCS Mapajiuy auadparmsl, IbiXaTellb-
HbIX MeXpeOepHbIX MblliL, JHOO OCIOXHEHHA Kap-
AUOMHOMATHH. 3a4aCTyl0 HA TEPMHHAJBHYIO CHM-
NTOMAaTHKY Hac/lauBalOTC BTOPHUHbIE HH(EKLHOH-
Hble 3a60JIeBaHUS JIETKHX.

THE MEDICAL GENETICS:

ITpu Mmuogucrpoduu Bekkepa 3a6onepanue Hauu-
HaeT nposABnATbCA B Bodpacte 20-30 ner. Cnabocte
pa3BHBaeTCAd MPEUMYIIECTBEHHO B MPOKCHMAaNbHBIX
MBbILIIIAX, 3aXBaTbiBass Ta30BbIH MOAC, MYCKyJaTypy
Oenep M B MEHbLIEH CTEMEHH — MYCKYJaTypy BepX-
HUX KoHeuyHocTell. Habmonaercs nporpeccupyomuii
MOACHUYHBIH JIOpA03, MOABAAETCA “‘yTHHAA” MOXOIKa,
3aTpyAHEHHUs MpH MmoabeMe ¢ moina, Gere, B MO3AHHUX
cTagusax — mpu xoxpbe. BuTanpHblli mMporuos ans
OonbHbIX MUOAUCTpOdHelt Bekkepa 6naronpUATHBINA.

JInarHoCTHYECKYIO LEHHOCTb MPH MHOAHCTPODHH
omenHa-Bexkkepa HMeeT OGHOMCHA MBI, MOBbI-
IEHHBbIH YypOBEHb KpeaTHH(POCGHOKHUHA3BI B ChIBOPOT-
ke kpoBu U JIHK-anarnoctuka.

HecMoTps Ha 3HAYHMTENbHBIH KJIMHHYECKHH MO-
auMopdu3M ans OONBIIMHCTBA TEHHBIX Oose3HEH
MOXHO BBIAEJIHTb OMpeaeneHHble OCOOEHHOCTH cCe-
MHOTHKH.

1. BoBieueHHOCTh B MaTONIOrMYECKMH MpoOUECC He-
CKOJIbKHX CHCTEM H OpraHoB (MOJMCHCTEMHOCTH
MOpaXXeHHs).

2. HaxonneHnue (cerperauus) CHMNTOMOB B CEMBE.

3. luarHocTHYECKOE 3HAYEHHE MHMKPOAHOMAJIHH H
HOpMaJbHBIX BApHAHTOB EHOTHIA.

4. Henopa3BHUTHE MIIH YpE3MEPHOE pPa3BHTHE OTAEJb-
HbIX YacTeH Tena.

5. OnpegesieHHblii Bo3pacT MaHHudecTaunu 3abose-
BaHHA.

6. Tporpeccupyromuii xapaktep 60JI€3HH U OTCYTCT-
BUe 3ddekTa NpU 06bIYHOH TEpamnHH.

Ha coBpeMeHHOM 3Tane pa3BUTHS MEOHLUHMHCKOMH
reHeTHKH A8 MpOoQHUIAXTHKH reHHbIX Oone3Hen ve-
JIOBEKa LIHPOKO MPHUMEHAIOT METOAbl MELHKO-
reHEeTHYECKOr0 KOHCYJIbTHPOBAHHSA, MacCOBbIH CKpH-
HuHT, npeHatanbHyto JJHK-auaruoctuky. I[IpoBoauTt-
¢A KJMMHHYECKasd anpobalus cnoco60B reHOTEPANUH.

GENIC DISEASES (Lecture 2)

I.J. Seminsky

(Irkutsk State Medical University)

In this lecture the students are inform about etiology, pathogenesis, clinics, diagnostics and treatment of
the genic diseases. There are molecular mutation in the genes of structure and ferment proteins. Pathogenes of
the genic diseases are based on deficit specific proteins. The clinics of the genic diseases are characterized to

heterogeneity and polymorphism.
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