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Bo BTOpOW Yactu nekuymm «HacneacTtBeHHOCTb, UBMEHYUBOCTb M MaTo/I0rMMs» 0OCYKAAIOTCA COBPEMEHHbIe cBejeHns 06 aHo-
MaJInsX roJI0BbIX XPOMOCOM, O GOJIE3HAX C Hac/e[CTBEHHbIM MPeApPacriooXeHneM, BPOXAEHHbIX MOPOKax Pal3BUTHS,
meTogax AMarHoCTUKM, JIe4eHUs1 M NPopUIaKTUKM Hacae[CTBEHHbIX GOPM NaToaornu. B KoHUe neKkuymn npuBeseHsl TecTbl
U CUTyalunOHHbIE 3aj4a4un A4J19 OLUEHKMN YPOBHS yCBOEHUS ee MaTepunalsia, a TakxKe BapnaHTbl OTBETOB Ha HUX.

KnroyeBbie cnoBa: 60/71€3HM C HAC/E[CTBEHHbIM MPEAPACIONOKEHNEM, BPOMIAEHHbIE MOPOKM Pal3BUTUS, AMarHOCTHKa,

JleqeHne u nNpoouIaKTMKa Haci1e[CTBEHHbIX GOPM MaTosiormm.

(Bonipocki coBpemeHHow neguatpumn. 2012; 11 (5): 70-78)

AHOMAJIUX NOJIOBbLIX XPOMOCOM

HapylweHue pacxoxaeHus MosoBbiX XPOMOCOM Mpu-
BOAMT K 0O6pa30BaHUI0 aHOMasbHbIX FaMeT: Y KEHLWNH —
XX n 0 (B nocnegHem ciyyae raMeTa He COAEPHKUT MONOBbIX
XpoMOCcOoM); y My}4YuUH — XY u O. MpK CAMaHUM NonoBbIX
KNeTOK B NOAOGHbIX Clydasix BO3HMKAIOT KOJIMYECTBEHHbIE
HapyweHnst NoMIOBbIX XPOMOCOM. [Mpu 60ne3HsX, Bbi3BaAH-
HbIX AedUUMTOM MM M3ObLITKOM X-XPOMOCOM, HEpeaKo
HabnogaeTcsd Mo3anunam (Tabn., puc. 1).

Cunapom KnanHdenbrepa

Yactota cuHgpoma — 2-2,5 Ha 1000 HOBOPOXKAEH-
HbIX ManbyiuMKoB. B KapuoTune MOryT npucytcTBOBaTb
pa3Hoobpa3Hble LMTOreHeTnyeckne BapuaHTbl (47, XXY;
48, XXXY; 49, XXXXY v ap.). Halle BcTpeyaeTcs Knaccude-
CKUM BapmaHT 47, XXY.

MaTonorms NposiBASETCS BbICOKMM POCTOM, HEMPOMOP-
LUMOHaNbHO AIMHHBIMW KOHEYHOCTSIMU, OT/IOKEHUEM XMpa
Mo YKEHCKOMY TUMY, €BHYXOUAHbIM TEIOCNIOXKEHUEM, CKYA-
HbIM OBONIOCEHMEM, TMHEKOMACTUEW, TUMOreHUTannu3Mom,
6ecnnoavemM (B pesynbTaTe HapylleHWs crepmaTtoreHesa,
CHUXXEHMS NPOAYKLMKU TECTOCTEPOHA M YBENMYEHWS MPOAYK-
LLMN EHCKMX MOMOBbLIX TOPMOHOB), CHUXKEHUEM UHTENIEKTa

P.F. Litvitskiy

(4em 6onblle B KapuoTune J06aBOYHLIX XPOMOCOM, TEM
60/1ee BblpaxKeHo).

JleyeHne naTtonormm MyKCKMMM NOSOBbLIMU FOPMOHaMMU
HanpaBfieHO Ha KOPPEKUMIO BTOPUYHbIX MOSIOBbLIX MPU-
3HaKoB. OgHaKo 1 nocne Tepanuun 60nbHbIE OcTatoTcs 6ec-
NAOAHBIMMU.

CuHapombl noancomumn X

Tpucomus X

Han6onee 4yacTblM CUHAPOMOM U3 rpynMbl NOUCOMUIM X
ABNSeTcd CUHAPOM Tpucommum X (47, XXX), yactota — 1 Ha
1000 HOBOPOXAEHHbIX AeBoYeK; Kapuotun — 47, XXX;
NnoN — XEeHCKWU; GeHoTUN — KeHCKuU. O6bl4HO dU3unye-
CKOE U MCUXMYECKOE Pa3BUTUE Y KEHLMH C 3TUM CUHAPO-
MOM He MMEET OTK/IOHEHWI OT HOPMb.

CuHgpowm LlepeweBckoro-TepHepa

YacTtota cuHApoma B cpegHem cocTaBnseT 1 Ha
3000 HOBOpPOXAEHHbIX AeBoYeK; Kapuotun — 45, XO.
BcTpeyatotes M apyrve BapuaHTbl (Hanpumep, M30XPOMO-
coMa ASIMHHOro naeva X — Xqi, geneymsa KOpOTKOro nie-
Yya — Xp-, Aeneuus Q4anHHoro nnevya — Xq-). 3aboneBaHue
XapaKTepuayeTcs HU3KUM POCTOM, KOPOTKOWM LWEeEN ¢ N36bIT-
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Hereditary, variability and pathology. Part 2

The modern data on sex chromosomes anomalies, diseases with hereditary predisposition, congenital malformations and methods of
diagnostics, treatment and prophylaxis of hereditary disorders are discussed in the second part of the lecture «Hereditary, variability
and pathology». There are tests and situational tasks with the variants of answers for evaluation of received knowledge at the end of

the article.

Key words: diseases with hereditary predisposition, congenital malformations, diagnostics, treatment and prophylaxis of hereditary

disorders.

(Voprosy sovremennoi pediatrii — Current Pediatrics. 2012; 11 (5): 70-78)



Ta6nuua. Bo3mMoxHble Habopbl MON0BbIX XPOMOCOM MPU HOPManbHOM Y aHOMaNlbHOM TEYEHUU NEPBOro MENOTUYECKOIO AENEeHNUS

fametbl X 0 XX
X XX X0 XXX
Hopma cuHapom LWepewesckoro—TepHepa Monucomua X
v XY 3 XXY
Hopma CuHapom KnanHdenbtepa
0 X0 N _
CunHapom LLlepeweBckoro—TepHepa
XY XXY _ XXXY
Cunapom KnavHdenbstepa CuHapom KnaiHdenbtepa

KOM KOMMW WAU KPbINOBWAHOW CKNAAKOMW, LIMPOKOM, YacTo
4edOopMMPOBAHHOM TPYAHOW KNETKOW, aedopMaumnen nok-
TEBbIX CYCTaBOB, HEAOPA3BUTUEM MEPBUYHBIX Y BTOPUYHBIX
MonoBbIX NPU3HaKOB, 6ecnioaneM. Y HOBOPOXKAEHHbIX MOYTH
BO BCeX Clyqasix Habnogaetcs n(MmMdaTtM4ecKnin oTeK KUCTen
n cton. PaHHee nevyeHne XEHCKMMMU NOS0BbIMU FOPMOHAMMU
MOET OKa3aTbCst IOPEKTUBHBIM.

BOJIE3HU C HACNEACTBEHHbLIM

NMPEAPACHNOJIOXXEHUEM

BonesHu ¢ HacneacTBEHHbIM MPEAPACNONOKEHNEM TaKKe
Ha3bIBalOT MHOrOhaKTOPHbIMM, MOCKONbKY UX BOBHUKHOBEHWE
onpeaensieTcs B3anMOAENCTBMEM HACNEACTBEHHbIX M Cpeo-
BbIXx $GaKTopoB. B ocHOBE MpeapacnonoXeHHOCTU K 6ones-
HAM HaxoOuTCsl reHeTUYecKoe pa3Hoobpasne (reHEeTUYECKUM
nonumopodMam) nonynsauun no GepmMeHTam, CTPYKTYPHbIM,
TPaHCMOPTHbLIM 6eKaM, aHTUIEHHbIM CUCTEMAM U T. 4.

KonnyecTBEHHYIO OLIEHKY BKJlaga HacleACTBEHHOro M
cpenoBoro GaxkTopa B BO3HUKHOBEHWE 60NE3HEN C Hacnea-
CTBEHHbIM MPEApPacnoNoXXEHNEM OCYLLECTBAAIOT MO Creuu-
anbHbiM dopmynaM. Havbonee ajeKkBaTeH pacyeT KO3abh-
dunumeHTa Hacnegyemoctv (H) n ponu cpenoBbix GaKTopoB
(E, oT aHrn. environment — oKpyatowas cpeaa) no Gopmy-
ne, NpeanoKeHHON XONbLMHIEPOM:

Kms — K,CI,S
H= —— X 100%
100 - Kps >
rae 100 — wmexunpposoe Hps Kysz — npoueHtHoe

BblpaXeHWe KOHKOPJAHTHbIX MO JaHHOMY MpuU3HaKy (6ones-
HW) B JAaHHON BbIGOPKE MOHO3UTOTHbIX 6/IM3HEL,OB (MO OTHO-
WEHMIO KO BCEW MX nonynsumnm); Kys — MNpoueHTHoe Bbipa-
EHWE KOHKOPAAHTHOCTKU MO AaHHOMY NMPU3HaKy (601e3HM)
B [laHHOW BbIGOPKE AN3UIOT MO OTHOLLEHMIO KO BCEW MONynsi-
LMK 6IM3HEL0B.

C yyeToMm KoadduumneHTa XonbLMHIEPa MOXHO paccyu-
TaTb posib GAKTOPOB OKPYKaloLEeW cpelibl B BO3SHUKHOBEHUU
nto6on Natonorum:

KoadduumneHnt E = E-H.

YactoTa 601e3Hel ¢ HacneACTBEHHbIM NPeapPacnosnoxKe-
Huem gocturaet 6onee 90% OT BCeEX HEMHPEKLMOHHbIX GOPM
natonornn. K Ttakmm 6GoNnesHaM OTHOCATCA MLIEMMYECKas
60ne3Hb cepaua, rmneproHnyeckas 60ne3Hb, GPOHXMasb-
Has acTma, psia NCUXMYECKKX 3aboneBaHui, caxapHblii ana-
6eT, peBMaTH4eckne 601e3HNU, A3BEHHas 60ME3Hb XKenyaKka,
BPOX/AEHHbIE NOPOKK pa3sutua (BINP) u MH. ap.

Buabl MHOroaKTOpPHbIX Gone3Hen

BonesHu ¢ HacneacTBEHHbIM NpeapacnonoxeHnem audde-
PEHLIMPYIOT Ha rpynnbl B 3aBUCMMOCTU OT YMC/a FEHOB, onpeae-
NSIOLLMX NMPEAPACNONOKEHHOCTb: HA MOHO- U MOIUTEHHbIE.

MoHoreHHble 3a60/1eBaHUs
MoHoreHHble 60/1€3HNU C HaCNeACTBEHHLIM Npeapacnono-
YKEHMEM Bbl3BaHbl O4HUM MYTaHTHbIM FEHOM W BO3HUKAIOT Npw
[eNCTBUMN KOHKPETHOTO (4acTo cneunduyecKkoro) n obasarenb-
Horo daktopa BHelwHen cpefbl. K paspewatownm dakropam
OTHOCAT 3arps3HeHne cpedbl (XMMUYECKUMU COEAUHEHUAMM,
nblNEBbIMKW YacTMLaMK), NUWEBblIE BellecTBa W [06ABKM,
JleKapCTBEHHble cpeacTBa. [Tpumepammn MOryT CRyKUTb:
® HenepeHOCUMOCTb N1aKTO3bl (MPU MyTaHTHOM dopme reHa
NaKrtasbl ynoTpe6neHme MOsioKa NpUBOAMT K Pas3BUTUIO
KWLWeYyHOoro auckomdopTa 1 noHoca);
® nopaxeHue nepudepuyecknx HepBOB (MposiBafloLLEe-
CA HeBpUTaMM MpU BBEAEHWW NaUMEHTY M30HWa3nga
y FOMO3UIOT N0 MYTaHTHOMY ajfieNto reHa, perynupyto-
Lero peakLmio aueTmaMpoBaHus 3Toro NpoTUBOTYOEPKY-
NIe3HOro npenapara).

MonnreHHble 601€3HU

MpespacnonoXeHHOCTb K Pa3BUTUIO MOAUTEHHbIX 60-
ne3Hen onpegensietcd B3aMMOAENCTBMEM HOPMasbHbIX
N/WNU U3MEHEHHbIX (MyTMPOBABLUMX) reHOB. KaabI U3 HUX
Nno OTAENbHOCTU He MPUMBOAUT K Pas3BUTUIO 3aboneBaHus.
MHOMBU C TaKOW KOMOUHaLMEN TeHOB AOCTUraeT «rnopora
BO3HWKHOBEHUS» 60NIE3HN M 3abonesaeT. [lopor moxer
ObITb NPEOAONEH NOA AEVNCTBUEM OnpeaeneHHoro daxkropa
OKpyXatowen cpefbl.

XapakTepucTuKa MHOroaKkTOpPHbIX 601e3HeN

HacnepnoBaHue MHOrodakTOpHbIX 60/51e3HEeN He CcOoOoT-
BETCTBYET MEH[eNeBCKMM 3aKOHOMepHOCTAM. [laToreHes
60ne3Hen ¢ HacneaCTBEHHbIM MPeapacrnonoXXeHnem 3aBu-
CWT OT yAeNbHOro BKNaja reHeTUYeCKUX M cpefoBbiX GaKTo-
poB. 3Ta 3aBMCMMOCTb pas/inyHa KaK A/1a pasHbix 3abonesa-
HWW, TaK U AN KaXKAoro 4yenoBeKa B OTAENbHOCTU. MMEHHO
nonMMopdM3mM co3aaeT OCHOBY 151 NPeAPacnoNoKEHHOCTH
opraHu3ma K Tov UAu MHOM NaToNorunu.

MHorodaKTopHble 60/1e3HU BO3HWKAIOT B pe3y/bTra-
Te B3auMMOAENCTBMS MpeapacrnonoXEeHHOro opraHuama
C KOMMNEKCOM HebnaronpuaTHbiX GaKTOpOB BHeLHEN
cpefbl. YeM Bbllle reHeTUYecKkas npenpacrnonoXeHHOCTb
opraHuama (1.e. 4eM OanKe K «Mopory BO3HUKHOBEHMS»
60Ne3HN OH HaxoaMTCs), TEM MEeHee UHTEHCUBHbLIM U An-

~
=

BOMPOCbI COBPEMEHHOM NMEAUATPUM /2012/ TOM 11/ N2 5



~
)

HenpepbiBHOE npodeccuoHanbHoe o6pa3oBaHue

TeNbHbIM AO/MKHO OblTb BO3AENCTBME CpeaoBoro dakropa
[N 3arnycka naTofNornM4yeckoro npouecca, 3aboneBaHud
WIN COCTOSIHUS.

[Ans MHorodaKTopHbIX 60/Ie3HEN XapaKTEPHO Hanuyve
60NbWOro Yncna KIMHUYECKMX BapuaHToB. OHM 06pa3ytoT
PS4 NepexofHblX COCTOSHWW: OT MWHWMMAabHbIX, KIWHWUYE-
CKM cTepTbix GOPM A0 TKENbIX NposiBneHun. MNpu 6ones-
HSIX C HAcNeACTBEHHbIM MpeapacnoioXXeHnem HabnoaaeTcs
60ee BbICOKass KOHKOPAAHTHOCTb Mo 3a60/1eBaHUI0 Y MOHO-
3UTOTHbIX 6IM3HELIOB B CPABHEHUU C AU3UTOTHBIMM.

BpoKAaeHHble NOPOKU pa3BUTUSA

BIP, Brto4ass aHOManuMu pas3BuUTUS, AUCTNA3UKU U CTUT-
Mbl AM33MOpPUOreHe3a, a TaKXKe MPUYUHbI UX MOSIBNEHUSA
n3y4yaeT TepaToorusa.

MexaHn3am dopmupoBaHus BINP B xoae BHyTPUYTPOGHOIO
pa3BUTUSA Ha3biBalOT TepaToreHe3oMm, a TEPMUH «TepaTo-
reH» o3Ha4vaeT pakTop, BbizBaBlumi BIP. BonbwunHcteo BIP
06ycnoBneHO BO3AENCTBMEM (GAKTOPOB BHELWHEW cpefbl,
reHeTMyecKknmu gedektamum unm ux coyetaHmem. B psge cny-
YyaeB He ygaeTcst ycTaHOBUTb NpuynHy BIP (cnopaanyeckue
3aboneBaHus). Yucno HoBopoxaeHHbIX ¢ BIP cocTtaBnset
2-3% oT 06Lero Yncna getemn, PoaAvBLUMXCS KUBbIMU.

Mpuyuunbl BlMP MHoroyncneHHol. OHWM MoOryT O6biTb
MHULMMPOBAHbI BUPYCHOW WHOEKuMen (KpacHyxa, LWTO-
MeranoBupycHaa w repnetndyeckas WHOEeKuun), TOKCO-
nnasmo3omM, cubUIUCOM, paguauunen, NeKapCTBEHHbIMM
cpeacTBaMu, HapKOTUYECKUMU BELLECTBAMM, XMMUYECKUMMU
daKTopamu OKpyKatolen cpeabl, 601e3HAMU MaTepU U T. 4.
BocnprMMMyYnMBOCTb K AENCTBUIO TEPaTOreHOB 3aBUCKUT OT CTa-
ann pasButus. PUCK BO3HMKHOBEHUS BITP oco6eHHO Bennk
B nepuoabl 3SM6pPUO- M OpraHoreHesa.

MpuYnHBI BPOXKAEHHbIX MOPOKOB Pa3BUTUS

TepatoreHHbie BO3aeNCTBUSA. TepaToreHHbIMK CHMTatoT
TaKkne cpepoBble GaKTopbl, KOTOPble HapylwatT pa3BuTue
3aM6pHOHa 1/unu nnoga, okasbiBas CBoe AENCTBME BO Bpe-
ma 6epemeHHocTM. OKono 10% Bcex BIIP o6ycnosneHo
BIMsiHUEM PaKTOPOB BHelIHeN cpeabl. IQheKT TepaToreHoB
06ycnoB/iieH BO3JENCTBMEM Ha I'MCTO- U OpraHoreHes, pocT
W pa3BuTUE Nnoja.

feHeTUYecKne ¢aKTopbl MOryT NMPMBOAUTL KaK K eau-
HU4HbIM BIP, TaK 1 K pa3BUTUIO pas3IMYHbIX CUHAPOMOB.

CnopaauyecKkue 3abGoneBaHUA 4acTO OKa3blBalOTCA
CNleACTBMEM HapyWeHUs 3MOPUOHANbHOIO Pa3BUTUSA WK
naTosorM4ecKoro Te4yeHnss 6epeMeHHOCTH (Hanpumep, npwu
OKKJTI03UN KPOBEHOCHbIX COCYAOB). HeKkoTopble BPOXAEH-
Hble aHOMannMK MOryT BO3HUKaTb B pe3y/bTaTe CMOHTaHHOM
[OMWHAHTHOM MYyTaLMK COMATUYECKUX KNETOK, MO0 NpuBO-
AlWen K netanbHOMy ncxody, TMbo OKasbiBatowen Bo3aen-
CTBME Ha PEnpoayKTMBHYIO QYHKLMIO U He nepeaatoliencs
NMOTOMCTBY.

®dakTopbl pucka passutua BIP noapasgensor Ha
3HAO- U 3K30reHHble (cpenoBble). Cpean 3HAONEHHbIX
dakTopoB pucka BIP BblaenstoT MyTareHbl, 3HAOKPUHHbIE
n metabonuyeckme 3abonesBaHns maTepu, aHoManauu noso-
BbIX K/IETOK, BO3PACT poanuTeNen.

MyTareHbl MOryT Bbi3BaTb M3MEHEHUSI FEHETUYECKOro
annapata. Ha oo reHHbIX U XPOMOCOMHbIX MyTaLui npu-
xoautcst 6onee 30% Bcex BIP. [eHHble MyTauumu SBASIOTCS

npu4mHon nopsigka 20% BIP (Hanpumep, pacuennHbl ryob
M Heba KaK OAHO M3 KIMHUYECKMX MPOSIBNIEHWI CUHAPOMA
BaH gep Byaga). XpoMmocoMHble MyTauuu 06YyCNoB/MBaOT
pa3sutue npumepHo 10% BI1P (Hanpumep, NOPoOKKM cepaua
npu cuHgpome [ayHa).

OHAOKpPUHHbIE 3a60/IeBaHUA U MeTaboIn4yecKue pac-
CTpoOWMCTBA B OpraHu3mMe Matepu HapylualoT pa3BuThe opra-
HOB Mjo4a WavM NPUBOAAT K CaMOMpPOM3BOJIbHbIM abopTam.
Han6onee yacto BI1P HabnwogatoT npyu caxapHoMm auabeTe,
BMPUIN3UPYIOLLMX OMYXONsiX MOMOBbIX Xenes3 U Kopbl Haano-
YEYHUKOB, PEHUTKETOHYPUMU.

Mpu aHOManuax NONOBbIX KNETOK (pe3ynbTaTt Hapylie-
HUS cnepmMaTo- U/1Nn OBOreHe3a) BO3HUKAIOT aHey- 1 Tpun-
SIOUANMN.

Bo3pacTt poautenen — BaxHbii dakTop pucka BIP.
YctaHoBneHa npsiMas 3aBUCUMMOCTb MEXAY MNOBbILWEHUEM
YyacToTbl HeKoTopbix BIP (Hanpumep, pacwenuHbl ryobl
n Heba) U ayTOCOMHO-AOMMHAHTHbIMU HacNeACTBEHHbIMM
3a60neBaHUIMU (HanNpumep, axoHAponnasusamMu) ¢ yBenu-
yeHneM Bo3pacTa oTua. BINP abixatenbHOM cUCTEMbI Yalle
OTMeYaloT y [AeTen loHbIX MaTepen. Y maTepen cTaplumx
BO3PACTHbIX FPYMNM MOBbIWEHA YacToTa POXAEHMS OeTew
C FEHOMHbIMW MyTaUMAMM (KNAaCCUYECKMM NpuMep — 3Ha-
YyuTeNnbHOE YBENMYEHWE 4yucna crydyaeB TPUCOMUMK, B T.M.
cvHapoma [ayHa).

OK30reHHble QaKTopbl pUcKa. Ha aono cpeaoBbix
daKTopoB pucKa npuxoautca okono 10% scex BIP. Mpwu-
poAa 3K30reHHblX (GaKTOpPOB PUCKa MOXeT ObiTb PU3MK-
YEeCKOW, XMMMUYECKOW, OMONOrM4yecKonm U CoYeTaHHOMW.
dusnyeckne Bo3geMNCTBUSA: PpagnaLMOHHbIe, BUOPALMOH-
Hble, LWWYMOBble, TEMNEepaTypHble, MEXaHUYECKNE — 3HAUU-
mMble paKTopbl pa3Butus BIP. U3 mexaHMyeckux paKkTopoB
60nbloe KIMHUYECKOE 3HAYEeHMEe MMEKT aMHUOTUYECKUE
cpalleHnsi, ManoBogme U MUOMbl MaTKU. AMHWOTUYECKME
cpalleHns (Tsxkm CMMOHapa) MOryT MPMBOANUTL K MEPETSK-
KaM Ha KOHEeYHOCTSIX, Bbi3blBas rMNonaiasnio X AUCTanbHbIX
oTgenoB unu amnytauuio. Manosoagne MoXKeT 06yCloBUTb
pa3suTne BIP KOHeYyHOCTEN, rMNonia3nn HUXKHEN YentocTm
n ap. KpynHble MMOMbI MPENSTCTBYIOT HOPMalbHOMY POCTY M
pasBuUTUIO IMOGPMOHA UK Nao4a. XMMUYEeCKUe areHTbl —
oflHa M3 Haubonee 4vacTtbix NpuynH BIIP. Tak, HekoTopble
JIEKapCTBEHHbIE cpeacTBa (Hanpumep, aHTUMKOHBYNbCAHT
rMAaHTOWH) Bbi3blBAlOT Ppa3BUTME pacluennHbl rybbl 1 Heba,
MUKpouedanumio, rmnonnasunio HOrrem U KOHLEBbIX GanaHr
nanbues, AedopmMaLmio Hoca; TPaHKBUAM3ATOP TanuaoMmna
MOXeT 06ycnoBuTb BIP BEPXHMUX U HUKHUX KOHEYHOCTEWM
(BNNOTb O aMenunu), pacluenuHy ryéol u Heba. XuMuyeckune
BellecTBa, NpuMeHsiemble B ObiTy M MPOMbIWIEHHOCTH
(HanpuMep, NPOAYKTbl MeTabonn3ma 3TaHosa), MOryT cTaTb
NMPUYMHON afiKOrofibHOM 3amOpuo- mnn detonaTmn; GeH-
3MH, 6eH30n, GeHoN, conv TAXKeNnblx MeTannoB obnaja-
0T 9MOPUOTOKCUYECKMMU CBOWCTBaMW. Buonornvyeckue
daKTopbl (K NpUMepY, BUPYC KPACHYXMU, LMTOMEranoBmpyc)
HepeaKo BbI3blBAOT MOpPaXeHWe LEHTPasibHON HEepPBHOWM
cuctembl, BIMNP opraHoB 3peHns v cinyxa. CoyeTaHHble BO3-
AENCTBUA KaK pe3ynbTaT COBMECTHOrO MOTEHUMpPYOWero
B/IUSIHUS TEHETUYECKMX U CPefoBbiXx (GaKTOPOB HepeaKo
obycnosnusatoTT BIP. Mx gons cpeaun Bcex NPUYMH COCTaB-
nsaet npumepHo 50%. Mpu aTOM Kaxabli GaKTop B OTAENb-
HOCTM MOXET U He Bbi3BaTb BIP.



Buabi BpOXXAE€HHBIX MOPOKOB Pa3BUTHS

B 3aBMCMMOCTM OT CpoKa 6epeMeHHOCTU Mpu BO3AeW-
CTBMM NoBpexaalolmx GakTopoB BblAENSOT rameTto-, 6na-
CTO-, aM6pKHo- 1 detonatuun (puc. 2). lametonatun — BIP,
ABnaloWMecs pe3ynbTatoM BO3AENCTBUA MOBPEXAAOLMX
GaKTopoB Ha MNONoBble KNETKU (Hanpumep, 3To BCce BIP,
Bbl3blBaeMble MyTaLMAMU B MONOBbIX KNETKax).

BbnacTtonatMn pa3BMBalOTCH BCAELCTBME MNOpPaXeHus
6nactouMcTel — 3apogbliwa nepsbix 15 ¢yt nocne onno-
[OTBOpPeHUS (00 3aBeplieHns GbopMUMpoBaHKUS 3apobllie-
BbIX IMCTKOB). Mcxogom 6nactonaTnin SBnat0TCA, Hanpumep,
OBOMHWKOBbBIE MOPOKKU (cpocwmecs 6AUM3HeLbl), LMKIoNUs
(HanMyne oJHOro MW ABYX rMa3HblX 960K B €AUHCTBEHHON
op6uTe No CPEANHHON IMHUK NnLa).

Am6puonatun — pesynbraT BO3AENCTBUS TepaToreHHoro
daKTopa Ha aM6pUHOH B neprof ¢ 16-ro AHsS Ao 8—9-1 Hep recta-
umu. K aton rpynne oTHOCATCS TannaoMuaHble, AMabeTnyeckue,
aNKOro/ibHble Y HEKOTOPble MEAWKAMEHTO3Hble aMBpUoNaTuu,
a TakKe BIP, pa3BuBLUKECS MO BAUSHUEM BUPYCa KPaCHYXH.

detonatum — CneAcTBME NOBPEXAeHMA nnoga oT
O-i Hep rectauMn 40 MOMeHTa poxaeHus. K detonaTtuam
OTHOCHITCH, HanpuMep, KPUMNTOPXM3M, OTKPbITbIN 60TanioB
NPOTOK WK NpeHaTanbHas rmMnoniasuns Kakoro-nMbo opraHa
WK NNoAa B LENIOM.

Kateropumn Bpo»aeHHbIX MOPOKOB pa3BUTHUSA

Hanbonee 4acto BcCTpevalowmecs pPasHOBUAHOCTH
BIMP npeacraBneHbl Ha puc. 3. AreHe3usl npeacraBaser
Co60M OTCYTCTBUE OpraHa (Hanpumep, TMMyca, NOYKU, rmas).
Annasusa M runonnasusa — OTCYTCTBME WKW 3HAYUTENbHOE
YMEHbLUEHWE opraHa Mnpu HaanMyun ero COCyAMCTON HOMKKM
M HEepBOB (Hanpumep, OLHOWM MOYKMK, CENEe3EeHKW, NErkoro,
KOHEYHOCTH, KULLIEYHUKA). ATpe3uns xapaKTepuayeTcs OTCyT-
CTBMEM KaHana Wan ecTeCTBEHHOro OTBEPCTUS (K Mpumepy,
aTpe3unst Hapy>XHOro CIyxoBOro Npoxoga, NULWeBOAa, aHyca).
leTepoTonua — 370 NepemeLleHne KNETOK, TKAHEN MK YacTH
opraHa B Apyryto TKaHb UM OpraH (Hanpumep, KNETOK NoaXKe-
NYAOYHOW Xenesbl B AMBePTUKYN MeKKkens, xpoMabPUHHbIX

Puc. 1. Buabl XpOMOCOMHbIX 60N1e3HeNn

KNeTOK B TKaHb nerkux). MepcuctupoBaHue — coxpaHeHue
3MBPUOHANBHBIX CTPYKTYP, UCYE3aloWMX B HOpPME K onpege-
NIEHHOMY 3Tany pa3BuTUS (K NPUMepY, OTKPbITLIN apTepuanb-
HbI MPOTOK Yy rogoBanoro pebeHka, KpMNTopxm3m). CtTeHo3
Bblpa)KaeTcs B Cy)KEHWU MpocBeTa OTBEPCTUS WM KaHana
(HanpuMep, KnanaHHOro OTBEPCTUS cepaua, NpuBpaTHUKa
Xenyaka, ¢parMeHTa KuleYHUKa). YaBOeHue (YyTpoeHue)
XapaKTepuayeTcs yBelM4eHNEM Yucna OpraHoB UK UX 4acTu
(K NnpuMepy, yABOEHUE MaTKU, MOYETOYHMKOB). DKTONUA —
3TO HEOObIYHOE PacnoNioXeHne opraHa (Hanpumep, NOYKKU —
B Manom Tagy, cepaLa — BHe rpyaHOMN KNETKM).

MexaHHU3Mbl pa3BUTHUSI BPOXAEHHbIX MOPOKOB

MexaHuambl popmupoBaHmns BIP 3aknio4aloTcs B UCKaXKe-
HUAX MEXMONEKYNSAPHBIX U MEXKIIETOYHBIX B3aWMOAENCTBUN,
a TaKXXe B HapylweHUsax MopdoreHeTM4eCcKmxX NpoLeccoB.

PaccTpoiicTBa MEXMONEKYNSIPHbIX U MEXKK/IETOYHbIX
B3aUMOAENCTBUIA WHULMUPYIOT PacCTpoONCTBa CUHTe3a
OMONOrMYEeCKN aKTUBHbIX BELECTB (FOPMOHOB, LIMTOKUHOB
W Ap.), CTPYKTypbl GENIKOB (Hanpumep, GepMeHTOB WM
KOMMOHEHTOB MeMO6paH), aHepreTMyeckoro obecnevyeHus
peakuMn MeTabonnM3Ma M KU3HEHHO BaKHbIX NMPOLECCOB,
UCKaxKalowWwmx AuddepeHUnpPoBKY U GYHKUMKU KNETOK, TKa-
HEW 1 opraHos.

HapyweHusa mopdoreHeTU4ECKUX npoLeccoB (Npo-
nndepauymsa, murpaums, audbdepeHUnpoBKa U rMbenb Kne-
TOK) NPMBOAAT K annasvuv Wau runonnasuvum opraHa uau
€ero 4yacTu, 3adepKKe CAUSaHUA aMOPUOHANbHbIX CTPYKTYP
(HanpuMmep, K 06pa30BaHMIO pacLLennHbl Heba, rybbl, CrnH-
HOMOS3rOBbIM U YepPenHO-MO3rOBbIM FpbiXXam), NepcuUcTnpo-
BaHWIO AMOPUOHANbHbBIX CTPYKTYP, aTpe3nn 1 retepotonuu
M T.4. (cM. nogpasgen «Kateropnun BPOXKAEHHbLIX MOPOKOB
pPa3BUTUSA»).

METOAbl AUATHOCTUKHU HACJIEACTBEHHbIX

®OPM NATOJZIOrMH

HuKe KOPOTKO OxapaKTepu3oBaHbl LUenn W BO3-
MOMHOCTU  KJIMHUKO-CMHAPOMOJIOTUYECKOrO U KIIMHUKO-

| Bvabl XxpOMOCOMHBIX 601€3HEN |

!

v

| B 3aBMCMMOCTH OT HapyLWeHUs CTPYKTYPbI UK YUCA XPOMOCOM |

| B 3aBMCUMOCTM OT BUAa KNETOK, B KOTOPbIX MPOU30LLIa MyTaLus |

v v

v v

M3MeHeHwe Yncna XxpoMocom HapylueHve CTpyKTypbi
WK NIOMAHOCTH XPOMOCOM

MonHble popmbl Mo3zan4Hble popmbl

Puc. 2. Buabl BPOXKAEHHbIX MOPOKOB

| Buabl BPOXKAEHHbIX MOPOKOB Pa3BUTUS B 3aBUCHMOCTU OT 06beKTa, BO3LENCTBUS NMOBPEKAAIOLMX GAKTOPOB M CPOKa GEPEMEHHOCTH |

v v

! !

| [ameTtonatuu | | Bnacronatuu

Om6puonaTtum | | deTonatumn |

OGbEKT: NONOBbIE KNETKK 06beKT: 6nacToumcTa
Cpok: nepBble 15 cyT

nocsne onnoaoTBoOpeHna

06beKT: Nnoa
CpoK: nocne 8—9-# Hep
6epeMeHHOCTH

OG6bEKT: aIMBPUOH
Cpok: 16-1 feHb—8-9-9 Hep
6epeMeHHOCTH

~
w
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HenpepbiBHOE npodeccruoHanbHoe o6pa3oBaHue

Puc. 3. Han6onee vyacTble pa3HOBUAHOCTM BPOX/AEHHbIX MOPOKOB Pa3BUTHS

| Haun6onee YacTtble BPOXKAEHHbIE MOPOKM Pa3BUTUS |

v

!

|AreHe3Mﬂ | | Annasus, runonnasus | | CreHo3 | | ATpesuns | | YnBoeHue/yTpoeHue | | [etepotonus | | JKTonua | | MNepcuctupoBaHue |

reHeasorM4yecKoro MeToa, a Takxe MeTooB LIUTOreHeTnYe-
CKOM, BUOXMMUYECKON U MONEKYNIAPHOM AUArHOCTUKM.

KnuHuKo-cMHApOMONOrM4ecKkuin meTtop Mo3BoaseT
o6HapyuBaTb MOpdoNornyeckne, GUOXMMUYECKUE U DYHK-
LUMOHa/bHble NPU3HAKKM HacNeacTBEHHbIX GOpPM MaTonoruu
(Hanpumep, gedununt nnadmeHHoro daxtopa VIl npu nogo-
3peHuun Ha remodunumio A; Kapmotun 45, XO npu nogo3peHum
Ha cuHapoMm LlepelweBckoro—TepHepa; NoparkeHUs cKerne-
Ta, CepaevyHO-CoCyanCTON CUCTEMBI U FNa3 Npu NOLO3PEHUN
Ha cuHapom MapdaHa).

KnuHuKo-reHeanorM4ecCKMM MeTOAOM BbIABAAOT
NaTonorM4eckne NpuU3Haku U MpocnexnmBaloT 0COGEHHOCTH
WX Nepegayn B NOKONEHUAX NPU COCTaBNEHUM POLOCIOBHOMN.
Llenb gaHHoro metopa:
® YCTAaHOBUTb 3aKOHOMEPHOCTU HacfefoBaHWa MpU3Ha-

Ka — OnpeaenuTb TUN HacnefoBaHUS (LOMWHAHTHOE,

peLLecCUBHOE, ayTo- U1 TOHOCOMHOE);
® YCTAHOBWTb HOCUTENIEN reHa, BbI3bIBAIOLLErO pas3BuTUE

60/IE3HU; OLEHUTb MEHETPAHTHOCTb (4acToTbl MposBie-

HWUS) reHa;
® ONpPefennTb FrEHEeTUYECKUA PUCK (BEPOSTHOCTb POXKAeE-

HUS 601bHOIO pebeHKa).

CocTtaBneHue poAoCNOBHOM HaynHaloT co cbopa cBe-
[leHW 0 ceMbe KOHCynbTUpyloweroca unn npo6aHga. KoH-
CYNbTUPYIOLWMMCS Ha3blBalOT /IMLL0, 06paTMBLLEECH K Bpayy,
WK NepBoe UL, MonasLlee B Nose 3peHus uccnegosaTens.
Mpo6aHa — 60MbHOM UK HOCUTENbL M3Yy4aeMoro npuaHaka.
Bo MHOMMX cnydasx KOHCYIbTUPYIOWKUIACA M NpoGaHz ABNSAIOT-
€Sl OAHUM U TEM XKe NULOoM. [leTel OAHON POAUTENBCKOM Napbl
Ha3blBaloT cubcamu (6patbd M cecTpbl). CeMbeN B Y3KOM
CMbIc/ie 0603Ha4aloT POAUTENLCKYIO Napy U UX LeTen, HO UHO-
roa v 6onee LWMPOKUIM KPYr KPOBHbIX POACTBEHHUKOB, XOTH
B MOCNEAHEM Cy4ae nydlle NPUMEHSTb TEPMUH «pOL».

Bnu3HeL0BbIN METOA OCHOBaH Ha CPaBHUTENIbHOM aHa-
/IN3€ 4acToTbl BCTPEYaEMOCTU ONpefefieHHOro npu3Haka
B pasHbIx rpynnax 6/M3HELOB, a TaKXe Ha COMoCTaBEHUN
C napTHepaMu MOHO3UTOTHbIX Nap Mexay coboi K obLien
nonynaunen. MoeHTMYHOCTb 6M3HELOB NO aHalIn3upyemo-
My MpU3HaKy 0603Ha4valoT KaK KOHKOPA@HTHOCTb, a OT/u-
yne — KaK OMCKOpPAAHTHOCTb. Ponb HacneacTBEHHOCTU
n GaKTopoB cpeflbl B BO3HUKHOBEHUU MaTONOrnn y 61M3He-
LLOB OLLEHMBAIOT MO creuunanbHbiM dopmynam.

LiutToreHeTMyecKas agMarHoCTMKa OCHOBaHa Ha MUKPO-
CKOMUYECKOM M3YyYEHUW XPOMOCOM C LENbl0 BbIFBNEHUSA
CTPYKTYPHbIX HapyLIEHUN B XPOMOCOMHOM Habope (KapuoTu-
nupoBaHue). B kavecTBe MaTepuana UCMoNb3yloT TKaHEBbIE
KYNIbTYpbl € 60/1bLIMM YUCIIOM AENALLUXCA KIETOK, Yalle 11UM-
doumnTbl Nnepudepruyeckorn KpoBu. XpOMOCOMbI Ha CTaguu
MeTadasbl M3y4aloT NpU MOMOLLM CrneunanbHbiX METOAO0B
OKpaLMBaHUS U COCTaBNAIOT MANOrPaMMbl (CUCTEMATU3UPO-
BaHHble KapuOTUMbl C PACroNOXEHMEM XPOMOCOM OT Hau-
6onbllel K HauMeHbllen), 4YTO MO3BONFET OGHapPYyXUBaTb
reHOMHbIE ¥ XPOMOCOMHbIE MyTaLUH.

Bbuoxumuueckaa gumarHoctuka 6asupyeTcs Ha M3yye-
HUKM BUMOXMMMUYECKMX MOKa3aTenemn, oTpaxatoLlmx CyLHOCTb
60ne3Hn (Hanpumep, aKTUBHOCTb (GEpPMEHTOB, Hanuyue
NaToNOrM4eCKNX MeTabonUTOB, KOHLEHTPauUs KOMMOHEH-
TOB pepMeHTaTUBHOMN peaKkummn). O6beKTaMu UccneaoBaHns
ABNAOTCA MEeTaboNuUTbl GMONOrMYECKUX KUAKOCTER U Kie-
TOK (Hanpumep, deHnnanaHuH npu GeHUNNMpPoBUHOrPagHOM
onuroppeHnmn; KEToHOBbIE Tena Mpu caxapHoM [AuabeTe),
aHomasnbHble 6enKkn (Hanpumep, reMorfno6buH Npu remorno-
6uHonatuax), gedbeKkTHble depMeHTbl (Hanpumep, XOJUHAC-
Tepasa, rMyTaTMOoH-NepoKcMaasa, Katanasa).

Mpn nomoum metoaoB monekynapHon AHK-anarHocTnkm
nccneayoT nocneaoBaTeNlbHOCTb PACMONOKEHUSA OTAENbHbIX
HYKNEeOoTMAOB, BbIAENSAOT reHbl U MX dparMeHThbl, ycTaHaB-
NIMBAIOT UX HanuymMe B M3yvyaeMblx KneTkax. K yucny Hau-
6onee aPpPeKTUBHbIX METOAOB OTHOCATCA rMbpuan3saums
[1e30KCUPUBOHYKNenHoBon Kncnotbl (AHK) (6noTTuHr, in situ
W T.4.), KnoHnpoBaHve OHK, nonvmepasHasa uenHas peak-
ums (MUP).

Mmopuausauuo AHK npumeHsaoT gna onpegeneHus
nopsiika pacnonoxeHus HyKNeoTaoB B UCCNedyeMOM reHe-
TMYEeCKOM MaTepuane.

BnoT-ruépuamnsaumio UCnoNb3yloT AN O06HapyKeHus
MHTEPECYIOLWMX (B T. Y. MyTaHTHbIX) FEHOB.

MUP (cneundunyeckas amnamdpuKauus Heb6obLIOro y4acT-
Ka [AHK) Heobxoauma Aana u3yd4eHuss MecCT npeanosnaraemblx
MyTaumn U gpyrux ocobeHHocTen cTpyktypbl AHK. Ansa uccne-
[I0BaHWS MOXHO MCMOJIb30BaTh JIl60M BGUONIOTMYECKUA MaTe-
puan, cogepxawmn JHK (Hanpumep, KycovyeK TKaHMu, Kansto
WM NATHO KPOBM, CMbIB MOIOCTU PTa, IYKOBHLLY KOPHS BONOC).

Bbuonornyeckoe mopaenupoBaHue nMpoBoAAT AN
aHanu3a BO3MOXHbIX FeHeTM4eCKUX AedeKTOB YenoBeKa
C MCNoMb30BaHWEM B KayecTBe OObEKTa WCCNeaoBaHWUs
KMBOTHbIX (340POBbIX WX MYTaHTHbIX), @ TaKKe Ans u3y4ye-
HUS BO3MOMHbIX MyTareHHbIX W TepaToreHHbIx 3pdeKToB
NeKapCTBEHHbIX CPEACTB U APYrUX areHToB, Ans paspaboTku
METO0B reHHOM UHXEHEPHH.

MPUHLMNbI NEYEHUA HACNEACTBEHHbIX

®OPM MATOJIOTUH

JledyeHne HacneacTBEHHbIX 6o0ne3Hen (npu cobnoge-
HUX WMHAMBMAYANbHOIO XapakTepa nomolu) 6asunpyetcs
Ha 3 OCHOBHbIX MPUHLMNAx: 3TUOTPOMHOM, MaToreHeTnye-
CKOM ¥ CUMMNTOMATUYECKOM.

OTUOTPONHbIN NPUHLUIN NIEYEHUA HaMpaB/ieH Ha ycTpa-
HeHue MpuYMHbl 3aboneBaHus. C aTon Lenblo pasdpabatbl-
BalOT, anpoBMpPyloT U YaCTUHHO MOFYT MPUMEHSATb METOoAbl
KOPPEKLMN FreHeTUYECKUX AedEeKTOB, Ha3blBaeMble FEeHHOWM
Tepanuewn. Llenblo reHHOM Tepanuu ABASETCS BHeceHue
B K/JETOYHbIM FEHOM HOpPManbHO 3JKCNpeccupytoLllerocs
«3[10pPOBOro» reHa, BOCMOAHAOWErNO OYHKLMIO MYyTaHTHO-
ro («6onbHoro») reHa. KoHeyHasa 3ajaya — BHegpeHue
HOPManbHOro reHa B reHOM KNEeTOK MOpaXeHHOro opraHa.



3Ty npoueaypy BbIMNOMAHAT NOCPEACTBOM TpaHChEKUUn —

BBEAEHUS B FT€HOM K/I€TKM BEKTOPaA, COAEPIKALLErO HYXKHbIN

W 300POBbIM FeH YenoBeKa. B KayecTBe BEKTOPOB O6bIYHO

MCMonb3yloT MoAMDULMPOBaAHHbIE (AedEeKTHble MO pensu-

Kauuun) BMpPYCbl (PeTpo-, aaeHo- 1 ap.). B KayecTBe KneTok-

MULIEHEN ANS FEHHOW Tepanun MPUMEHSIOT TOJIbKO COMaTK-

YeCKue (He NoNoBble) KNETKU-HOCUTENN MaTOreHHbIX FEHOB.
MaToreHeTU4ECKMIA NPUHLIMN NIe4YEHUA HanpasB/eH Ha

paspyLleHue Lenu natoreHesa 3abonesaHus. [Ana JOCTUKe-

HWS 3TOM LIENN UCMONb3YIOT HECKO/IbKO METOOB:

e 3aMecTUTe/IbHYI0O Tepanuio — BBe[eHWe B OpraHu3m
1edUUMTHOrO BELLECTBA, HE CUHTE3MPYIOLLErOCS B CBA3M
C aHOMaJIMeN reHa, KOTOPbI KOHTPOMPYET MPOAYKLIMIO
[l@aHHOrO areHTa, Hanpumep, MHCYIMHA MPW CaxapHOM
avabeTe, COOTBETCTBYIOLIMX GEPMEHTOB MPU TIMKOre-
HO3ax M arnMKoreHosax, aHTMreModunbHoOro rnobynuHa
yenoBeKa npu remodunmu;

° KOppeKuuto metaGonuMama nyreMm OrpaHuyeHus nona-
[laHnsa B OpraHn3Mm BeLLecTB, MeTaboIMYEeCKM He yCBau-
BalOLLMXCS UM (Hanpumep, GeHunanaHmHa Unm NakTo3bl),
BblBEIEHMSA U3 OpraHMamMa meTtabonuToB, HaKananealo-
LMXCA B HEM B M36bITKE (Hanpumep, GeHUANMPOBUHO-
rPagHON KUCNOTbl WM XONECTEPUHA), PETYNSLNN aKTUB-
HOCTM pepMeHTOB (Hanpumep, NnoJaBneHne aKTMBHOCTH
KpeaTuH®OCHOKMHaA3bl NpuU OTAENbHbIX BUAAX MUOAM-
cTpodui, aKTMBaALMUSA NUNONPOTEMHAUNA3bI KPOBKU MpH
rMnepxonecTepuHeMmn);

° XupypruyecKoe yctpaHeHue paedeKToB (K Mpumepy,
CO34aHu1e WYHTa MEXAY HUXKHEN NOSION U BOPOTHON BEHOM
y NALMEHTOB C «renaToTPOMHbIMMW» [NIMKOreHO3aMu).
CumnTomMaTMyecKas Tepanua Heobxoauma Ansa ycrTpa-

HEHWUS CUMMMNTOMOB, YCYry6nsioWmx COCTOSIHWE MNaLueH-

Ta (Hanpumep, NPUMMEHEHWe BELWECTB, CHWXaloWMX BA3-

KOCTb CEKPETOB 3K30KPWHHbIX XKene3 npu MyKoBUCLMAO3E;

XMpYypruyeckoe yaaneHue AoNOoSHUTENbHbIX NanbLeEB U/mnu

nepemMbIYeK KOXW MEXAy HUMW NPU MOAU- U CUHAAKTUANMK;

BbINOJIHEHME NIACTUYECKMX onepaumi npu gedektax nmua,

NOpPOKax CepAaLa U KPynHbIX COCYA0B).

NMPODUNIAKTUKA
Lenb npodunaktMyeckoro HanpaBfieHUs MeAMLMHCKON
reHeTUKU — MpPeaoTBPaTUTb MU CHU3WUTb PUCK BO3HWMKHO-
BeHMA 3aboneBaHui. 3Ta Uenb MOXET OblTb AOCTUIHYTa Ha
4 3Tanax MHAMBMAYaIbHOIrO Pa3BUTUS:
® peraMmeTM4yeckoM (OXxpaHa 340pPOBbS Ye0BEKa B penpo-
[JYKTMBHOM BO3pacTe, OXpaHa OKpYy»Kalollen cpeapl);
® Pe3nroTHOM (HanpuMmep, UCKYCCTBEHHAA MHCEMUHALINS,
MEANKO-reHETUYECKOE KOHCYNbTUPOBaHMeE);
® peHaTanbHOM (BCE BUabl JOPOAOBON ANArHOCTUKM);
® [oCTHaTallbHOM (paHHee BbISiBAEHUE W MpodUNaKTUKa
3a6oneBaHns — 40 MOMEHTa pa3BUTUS CUMMNTOMOB).

CMUCOK PEKOMEHAYEMOM JIUTEPATYPbI

1. JlutBuukwui M. d. Matodusmonorus. M.: FISOTAP-Meagna. 2012;
1:59-91.

2. Gould B. Pathophysiology for the Health Profession. 3th Ed.
Elsevier. 2006. P. 160-177.

MeToabl NPpoPUNAKTUKHU

MepauKo-reHeTU4ECKOE KOHCY/NIbTUPOBaAHUE ABNAETCS
OCHOBHbIM BMAOM MNPOPUNAKTUKM BPOXKAEHHOW W Hacnea-
CTBEHHOM NaToforMu. 3ajava KOHCYNbTUPOBaHUA — cbop-
MynvMpoBaTb MPOrHO3 Ans NOTOMCTBa, Te4yeHus 3abonesa-
HWUS, Ka4ecTBa XU3HU U 340POBbS.

MpeHaTanbHas AuarHocTMKa ocyllectsnsetcsd B | K
Il TpUMecTpe 6epeMeHHOCTH (B nepuoabl, Korga Bo3MOXKHO
npepbiBaHne 6epemMeHHOCTH NpU OBGHapyXeHWU NaTonoruu
nnoga). C aton Lenbto NpoBOASAT:

e ynbTPa3BYKOBOE MCCNefoBaHWe, KOTOpoe mno3BonseT
YCTaHOBUTb Hanuyme 6epemMeHHOCTH, KOMMYEeCTBO MNO-
[0B, BbISIBASATb rpyOble aHOManuu nnoaa;

e  OUOXMMMYECKME UCCNEefOBAHNSA CbIBOPOTKU KPOBU mMaTe-
pu Ana onpeaeneHus KOHLEHTpauun o-dbeTonpotenHa,
XOPUOHMYECKOro roHaoTPONMHA, HECBA3AHHOI0 3CTPHO-
fla U Apyrux BELWeCTB C Lenbio AMarHocTuku BIP u ckpu-
HUHIA XPOMOCOMHOW MaToN0runu;

e ¢deToCKONMIO, KOTopas obecneyvynBaeT npsaMoe Habnio-
JeHWe nnoja € MoMOLbio chneluanbHON ONTUYeCcKowm
cucTeMbl, NO3BONSET AMArHOCTMpoBaTb 3aboneBaHus
KOXMW, HapyLLEeHNs pa3BUTUS NOMOBbIX OPraHoB, AedeKTbl
iMua, KOHEYHOCTEeN M NanbleB, NPOU3BOAUTL BGMOMNCUIO
TKaHen nnoaa;

® LWTOreHeTU4yeCcKue, BGUOXMMUYECKUE W MOSEKYNAPHO-
reHeTMYecKne MuccnefoBaHusa KIETOK M TKaHen nnofa
W/VUnu matepu.

MpeKANHUYECKYIO AUArHOCTUKY (CKPWHUHI) NPoBOAAT
C LLe/Ibl0 paHHEro o6HapyXeHuUsa HacneaCcTBEHHbIX 60n1e3HeN
o6MeHa BeLLeCTB y HOBOPOXKAEHHbIX. CKPUHMHIY nognexkat
3aboneBaHns obMeHa:

° npuBoAsLlMe K rMbenn unm nHeanuansauun (6e3 paHHe-
rO BbISIBIEHUS U CBOEBPEMEHHOIO NleYeHns) pebeHKa;

e BCTpevalllMeca ¢ YacToTon He pexe yem 1:20000-
1:50 000 HOBOPOXKAEHHBIX;

e umewowme adPeKTUBHbIE U IKOHOMUYHbBIE METOAbI NPea-
BapUTENBHOIO BbIIBIEHUS.

AucnaHcepusauuna cemen C HacneacTBEHHOM NaTono-
rMen BbINONHAETCA ANa NpeaynpexaeHus poxaeHus 60b-
HOro pebeHKa unu 3a4aTvsa aHomManbHOro naoja (nepBryHas
npodunakTnka).

KoHTponb myTareHHoO# onacHocTu ¢paKTopoB OKpYyKa-
owein cpeabl peannayeTca nytem npefoTspaLleHns obpaso-
BaHMS, CHUKEHUS COAEPXKaHUSA, ASIUTENbHOCTU U/UAN CUNbI
LENCTBUSA Ha OpraHn3m XMMUYECKKX, GU3UYECKMX U BUONO-
FMYECKUX MyTareHHbIX areHToB. [JOCTUraeTcs KOMMIEKCOM
OpPraHU3aLMOHHbIX U TUTUEHUYECKUX MEP Ha NPOU3BOACTBE,
B YYpEXAEHUAX 1 BbITy (Hanpumep, BO3BEAEHUEM OYUCTHbIX
COOPYXKEHUW, NPUMEHeHMeM cneuoaexbl, O4UCTKOM BO3-
Ayxa, BOAbl ¥ NPOAYKTOB MUTaHUS, UCNONb30BaHWEM CPEACTB
npoTUBOpaAnaLMOHHON 3alLnTbI).

3. Copstead L.-E., Banasik J. Pathophysiology. 4th Ed. Elsevier.
2010. P 85-127.

4. McCance K., Huenter S. Pathophysiology. The biologic basis for
disease in adults and children. 5th Ed. Elsevier. 2006. P. 123-174.

~
(&)

BOMPOCbI COBPEMEHHOM NMEAUATPUM /2012/ TOM 11/ N2 5



~
(2]

gasehE W

HenpepbiBHOE npodeccruoHanbHoe o6pa3oBaHue

XNgLeNEDN

2abhpek

JegreppES®

JegsenMEN

®

KOHTPO/JIbHbIE TECTbI

O HacneaCTBEHHOM XapaKTepe 3a6oneBaHUS CBM-
aetenbcrByer: (1)%

BbICOKasi KOHKOPA@HTHOCTb 60NE3HU Y Pa3HOANLEBbIX
GNU3HELOB, XMBYLIUX B OAMHAKOBbIX YCNIOBUSX
BbICOKasi KOHKOPAAHTHOCTb 6G0NE3HU Y OAHOAWLEBbLIX
6/IM3HEL0B, KUBYLLUX B PA3HbIX, PE3KO KOHTPACTUPYIO-
LLMX YCNOBUAX

HU3Kass KOHKOPAAHTHOCTb 60NIe3HM Y O4HOANLIEBbIX
OGNU3HEL0B, XMBYLLUX B Pa3HbIX YCII0BUAX

XpomMocomMHbIMU Gone3HaAMU aABAsOTCA: (4)
heHUNKeToHypus

6one3Hb [ayHa

CeprnoBMUAHO-KNETOYHas aHemMus

remopunns

LaNbTOHU3M

cvHapom KnanHdenstepa

cuHgpom Lepelwesckoro—TepHepa

CUHAPOM TPUCOMUU X

BepHo, uto npwu: (3)

cvHapome Lepewesckoro—TepHepa — 1 Tenbue bappa
cuHApoMe KnanHdenstepa MOXeT 6bITh 2 Tenbla bappa
cuHApoMme Tpucommm X — 2 Tenbua bappa

6one3nun layHa — 3 Tenbua bappa

cuHapome KnanHdenstepa MoxeT 6biTb 1 Tensue bappa

Mo ayrocomHO-AOMUHAHTHOMY TUMNY HacneayloTcs: (2)
heHUnKeToHypus

6/IM30PYKOCTb

AanbTOHWU3M

NoAnAaKTUINS

BepHo 10, uTO: (2)

reH, onpefensiowmii JOMUHAHTHYIO NaTONOTUIO, MOMET
cofepXaTbCs B reHoTUne GeHOoTUNUYECKH 3L0POBbIX JINULY
reH, onpeaensiiolnii PeLeccUBHYI0 NaToNorui, MOXET
cofepaTbCs B reHoTune GeHOoTUNUYECKH 3L0POBbIX JIULL
peLieccMBHas MATONOMUS MOXET He MPOoSBAATLCS B psije
NMOKOSIEHUNI

peLieccuMBHasi naTosorusi NposiBAsSieTcs Bceraa 4vepes
O[IHO MOoKoNeHne

AOMWHAHTHas NaTonorns MOXeT MMHOBAaTb PSif MOKONEHUH

Mo gomuHaHTHOMY TUNY Hacnepytotca: (3)
arammarnobynuHemus bpytoHa

NoAnAaKTUIUA

anbOUHU3M

anKanToHypus

AanbTOHWU3M

6paxuaakTUnmns

cocyancTaa remobunusa Tuna ¢oH BunnebpaHaa

Mo peueccuBHoOMy TUNY Hacnepytotcs: (4)
arammarnobynnHemus bpytoHa

NoAnAaKTUANS

anbOUHU3M

anKanToHypus

[aNbTOHU3M

6paxuagakTunmns

cocyauctasa remoounms tTuna ¢oH BunnebpaHaa

Mo peueccuBHOMY TUNY, CLLEMJIEHHOMY C XPOMOCO-
mon X, Hacnegytlotcs: (3)
dbeHMNNUPOBUHOrpPaaHas 0iMrodpeHus

K — yucno npaBUSIbHBIX OTBETOB.

o0 N

©

B Nooswne

uLsenhe

IJea EedE

[EY
w

XIJogLsenpE

cuHapom MapdaHa
remoounng A
remodununa B
remodunua C
4aNbTOHN3M

Mpu3Haku BpOXKAEHHbIX Gojie3Hel C U3BMEHEHHOM
reHeTuyecKom nporpammon: (3)

nposiBaseTcs B POAOCNOBHOM HE MeHee YeM B 2 MOKO-
NeHnsx

He NposIBNSETCS B POAOCAOBHOM AAHHOr0O NauneHTa
MOryT nepeaaBaTbCs MO HAcNeACTBY OT 3a60NeBLUMX
poauTenen NnoToMKam

€CTb aHOMasnuu B reHeTMYEeCKON nporpaMmme nauueHTa
HeT aHOMa Ui B reHeTUYECKOM NporpaMme, HO MexXaH1M3M
nepegayn HacneacTBEHHOM MHbOPMaLIMK HapyLIeH
BO3HMKAIOT B pe3ynbraTe aHOMasui TONbKO MOMOBbIX
XpOMOCOM

BO3HMKAIOT B pe3y/ibTaTe aHOMaIMi TONIbKO ayTOCOM

Mo HacneacTBY He NepepaaloTcs cneayoume 6ones-
Hu: (3)

rMNoreHuTanbHble

XPOMOCOMHbIE

reHOMHble

reHHble

cybnetanbHble

netanbHble

NOAYAOMUHAHTHbIE

HacnepctBeHHass npeapacnonoXXeHHOCTb Urpaet cy-
LWeCTBEHHYI0 POJib B BO3HUKHOBEHUM U pa3BUTUM: (3)
remodunumu A

remodunuu C

caxapHoro gnabeTta

rMNEPTOHUYECKON BONE3HU

anbbuHnama

aTepocKneposa

OCHOBHbIMU MeXaHM3MaMMu peanusauun MHPOP-
MaLMuK NaToreHHbIX reHOB Yy B3POCJ/Ioro 4YenoBeKa
aBasoTca: (6)

npeKpalleHne CUHTe3a CTPYKTYpHOro 6enka
npeKpalleHne cuHTe3a GpepmeHTa

npeKpalleHne cuHTesa nHdopmaunoHHon PHK

CUHTE3 MHOopMaLmMoHHOM PHK, Koaupytlowen CTpyKkTypy
aHoMaJsibHOro 6eskKa

CMHTE3 NaToN0rMYecKoro 6enKka

CWMHTE3 aMOBPMOHaNbHOro 6enKka

TpaHCnoKauus reHa

MHCEepLMS reHa

K HacneacTBeHHbIM 3a60JeBaHUAM, CLi€NJ/IEHHbIM
C nosiom, oTHocATcs: (3)

anKanToHypus

NoNMAaKTUANS

remodunmnsa A

[laNbTOHN3M

anbObuHU3M

cuHapom [ayHa

GEHUNKETOHYPUSA

arammarnobynnHemus bpytoHa

MyTauum reHoB CNOCOGHbI Bbi3BaTh: (3)
runepToHnyeckum pactesop NacCl
MOHM3UpPYOLLas paanaLms



3) cBob6oaHble paauKanbl

4)  OHKOGenoK

5) peHaTypupoBaHHbIN 6eoK
6) Mo4yeBMHa

7) dopmanbaerua

15. Mpu HapyweHUn pacxoXKgeHUs NOJIOBbIX XPOMOCOM
pa3BuBatorcs: (4)

1) cuHapom [dayHa

2) cuHgpoM KnanHbenbtepa

3) CUHOPOM TpUCOMUK X

4)  cuHapom LLepewesckoro—TepHepa

5) cuHapom MapdaHa

6) remodunua A

7) remoounng B

8) cuHgpom YO

16. B penapauuu AHK y4actByioT cnepywouwue ¢ep-
MeHTbI: (3)

1) pecTpuKTasbl (3HAOHYKIEa3bl)

2) cynepokcuaauMcmyTasa

3) deHunanaHMHaekapboKcunasa

4)  [OHK-zaBucumblie AHK-nonnmepassbl

5) [AHK-nurasel

6) HYKNEe03WOKWMHa3bl

7) [OHK-3aBucumble PHK-nonumepasbl

17. K M36GbITOYHOMY HaKOMIIEHUIO NMPOAYKTOB MeTabo-
NU3Ma NPUBOAAT TaKMe 3H3UMoNnaTum, Kak: (4)

1)  deHUNKeToHypUs

2)  anbbUHU3M

3) remodunua A

4)  ankanToHypus

5)  rnukoreHos tmn Il

6) ranakrosemus

18. lMeHeTpaHTHOCTb NATOreHHOro reHa onpegenset: (1)

1) TSXecTb KIMHMYECKOro NposiBNeHUs 3ab6oneBaHns

2) BepoSATHOCTb GEHOTUNUYECKOro NPOSIBAEHUS reHa

3)  MHOXeCTBEHHOCTb MNPOSBAEHMI MyTaLMK OAHOIO 1 TOro
e reHa

19. K 3a6oneBaHusIM C NOJIMFreHHbIM TUMOM Hac/lefo0Ba-
HUA oTHOCATCS: (4)

1) remodunus

2) anKkanToHypwus

3) A3BeHHasn 60ne3Hb

4)  beHUNKETOHypuUS

5) cuHapom JayHa

6) caxapHblv gnabet | Tuna

7) annepruyeckue 60ne3HU (aTonum)

8) runepToHUYecKas 601e3Hb

20. CunHapom [layHa xapaKtepu3yertca: (5)

1) cnaboymuem

2)  MbIWEYHON rMNepToHMEN

3)  MOHroNOMAHbLIM TUNOM fnLa

4)  CHUXXEHWEM UMMYHUTETA

5) yMEHblUEHMEM pa3MepoB MO3ra

6) yBenn4yeHueMm pa3MepoB Mo3ra

7) «06e3bsfHbEN CKNaAKON» Ha nafoHu

8) BbICOKOW YaCTOTOW BO3HUKHOBEHUS NIEeMKo3a

KOHTPOJIbHbIE CUTYALLUOHHBIE 3AAAYH

3apayal

340poBas eHWwuHa H., y Kotopon oTel, 601eH remodu-
nven A, a maTb 340poBa, 06paTUIach B reHETUYECKYIO KOH-

CynbTalMio ¢ BOMPOCOM, BEJIMKA JIM OMACHOCTb MOSIBIEHUS
3ToM 6one3HM y ee BHYKOB. Cynpyr H., KaKk v Tpoe ux aeten —
CblH U1 [iBE JOYEPU, — 3[A0POBbI.

Bonpocbi:

1. KaKkoB TMn HacnegoBaHus U 4eM 06yCNoBEHO pa3BUTHE
remopununn A?

2. Bo3moxHO N pasButve netanbHon GOpMbl AaHHOM
naTonorum?

3. Kak BeflnKa BEPOATHOCTb MOSABAEHWUSA 3TOM OGONES3HMU
Yy BHYKOB MO CbIHOBHEN IMHNUU?

3apava 2

BepemeHHas eHuwmHa C. o6patunacb B reHETUYECKYIO
KoHcynbTaumio. OHa cooblumna, 4YTo ee cecTpa Mo maTepu
(oTubl pasHble) 6o/bHa GeHUNKeToHypuen. B poay cynpyra
C. 6binn 6pakun mexay 6IM3KUMKU POACTBEHHUKAMM, HO HUKTO
13 aeten He 6onen deHunkeToHypuen. O6cnefoBaHme KeH-
wmHbl C. 1 ee cynpyra He BbiIBMIO OTKIIOHEHWI B COCTOSIHUM
WX 340POBbS.

Bonpocbi:

1. HacKo/bKO BeMKa ONacHOCTb pPa3BUTUS GEHUNKETOHY-
pun'y ceiHoBen C.?

2. KakoB BO3MOXHbI MeXaHW3M BO3HWKHOBEHWS BPOXK-
AeHHoM GopMbl GEHUNKETOHYPUU?

3. KakoB natoreHe3 OCHOBHbIX NPOSIBAEHUI 3TOro 3abone-
BaHuA?

4. KakvMm 06pa3oM OCyLLeCTBASETCH paHHee pacno3HaBa-
HUe GEHUNKETOHYPUM Y HOBOPOXKAEHHbIX?

5. Bo3mMoxHa nn npodunaktuka GeHUINMpoBUHOIpagHON
onurodpeHnn y peten?

3apaya 3

B reHeTMyecKon KoHcynbTauum 3. cooblumna, 4To ee cecTpa
60nbHa TsKenon GOpPMON CEPMNOBUAHO-KIIETOYHON aHEeMUH,
M 4TO Cama OHa W ee Cynpyr NPaKTUYECKM 340P0BbI. 3. MHTEpeCy-
€T, BE/IMKa /I ONaCHOCTb NOSABIEHUS 3TOW GONE3HM Y ee JeTeEN.

[na otBeTa Ha BONpoc y 3. u ee cynpyra uccnegosa-
1 Tunbl remorno6buHa (Hb). UccnepgoBaHue nokasano, 4To
B aputpoumTax 3. cogeprkutca: HbA — 70% n HbS — 28%.
B aputpouuTtax cynpyra: HbA — 98% n HbS — 0%.

Bonpocbi:

1. KakoB Tvn HacnegoBaHUs cepnoBUAHO-KNETOYHON aHEMMUKN?

2. KaKkoBa BepPOATHOCTb POXAeHUs y 3. AeTen, cTpajatomx
CEepnoBMUAHO-KNETOYHOM aHeMMWen? ECTb 1 BEPOSTHOCTb
poxaeHusa y 3. geten GeHOTUNUYEeCKM 340POBbIX, HO UMe-
IOLLMX B FEHOTUME aHOMasIbHbIV FeH, Koaupyowmn HbS?

3. CBsi3aHa N1 BEPOATHOCTb (GEHOTUMUYECKOro (KAMHU-
4YecKoro) nposiBNeHns gaHHOro 3aboneBaHus C MoJsioM
OyayLLMX AETEN XKEHLMHbI 3.7

4. B Kakux cnyvyasix MOXHO OXWAaTb OMaCHOro ANs *WU3HU
yCyrybneHus Te4eHuns atoro 3aboneBaHns?

3apava 4

NccnepoBaHne 4acToTbl BO3HUMKHOBEHUS pa3HbIX 6051e3-
Hen cpean MOHO3UroTHbIX (M3) 1 AM3uroTHblx (43) 611M3He-
LLOB BbISIBU/I0, YTO YacToTa cocTaBua:
a) ang wusodpeHmn —y M3 =87%, y A3 = 4%;
6) cKapnatvHbl —y M3 = 94%, y 13 = 95%;
B) nonuomuenuta —y M3 = 44%, y 43 = 39%.

Bonpocbi:

1. Yemy paBHbl KO3OPULUMEHTbI Hacneayemoct XonbLuH-
repa ans Kaxaomn 60nesHun?

2. KakoBa ponb HacneacTBEHHOro W cpeaoBoro ¢gakropa
B BO3HUKHOBEHMMW YKa3aHHbIx 601e3Hen?

~
~

BOMPOCbI COBPEMEHHOM NMEAUATPUM /2012/ TOM 11/ N2 5



BAPUAHTbI OTBETOB HA KOHTPO/JIbHbIE TECTbI 4. PaHHee pacno3HaBaHuWe (QEHWIKETOHYPUU Yy HOBOPOXK-
[eHHbIX o6ecrneymBaeTca onpeaeneHneM ypoBHS deHun-

1—2 2—-2,6,7,8 anaHWHa B nia3Me KpoBW W deHunnupysata B Move
3—1,2,4 4 —2 4 cpagy nocne poXxaeHus.

5—23 6—2,6,7 5. PasButre 60Ne3HU MOXKHO MPeaoTBpaTUTb, €CNU 3HAYU-
7—1,3,4,5 8—3,4,6 TE€NbHO CHU3WUTb NpMeM deHunanaHuHa ¢ nuuen. Takon
9—-23,4 10—1,5,6 [METbl pEKOMEeHAyeTCs NPUAEPIKMBATLCSA MOCTOAHHO.
11— 3,4,6 12—1,2,3,4,6,7

13— 3,4,8 14 —2,3,7 OTBeTbl Ha BONPOCHI K CUTyaLMOHHOW 3ajayve N2 3
15—2,3,4,8 16 —1,4,5 1. S-remornobuHonaTMa — ayTocoMHas naToforus, Hacne-
17— 1,4,5,6 18 — 2 OyeTcsa No JOMUHAHTHOMY TUNY.

19 —-3,6,7,8 20—1,3,4,7,8 2. Cama 3. (B OTiMyMe OT CBOEW cecTpbl) He 60/bHa

~
(]

HenpepbiBHOE npodeccruoHanbHoe o6pa3oBaHue

BAPHUAHTbI OTBETOB HA KOHTPOJIbHbIE
CUTYALIMOHHBLIE 3A[QAYU

OTBeTbl Ha BONPOCHl K CUTyaLMOHHOW 3ajaye N2 1
femodununs A HacnegyeTcs No peLecCUBHOMY, CLEMNNEH-
HOMY C XpoMocoMou X, Tuny. 3ta ¢opma NaTonorum ces-
3aHa ¢ geduuntom darTtopa VIl cBepTbiBaHUSA KPOBU.
NleTanbHas popma BO3MOXKHA MPU CHUMKEHUU YPOBHS
dakTopa VIl B KpoBu 10 O—1% NO OTHOLIEHUIO K CPEAHEWN
HOpMe; cybneTtanbHas — A0 ypoBHA 1-5%.

BeposiTHOCTb NoABAEHUSA reMOdUANKN A y BHYKOB XKEHLLK-
Hbl H. MO CbIHOBHEW NMHMK paBHa O, N0 JOYEPHEN JIMHUMU:
6,25% — reHoOTUNUYEeCKn U GEeHOTUNUYECKU GONbHbIE
BHYKW; 6,25% — reHoTUNMYeCcKn 60bHblEe BHYYKMU (PEeHO-
TUMUYECKM BCE BHYYKM 340POBbI).

OTBeTbl HA BONPOCHI K CUTYyaLMOHHOW 3ajayve N2 2
DeHUNKETOHYPUS HacnegyeTcs Mo ayToCOMHO-peLec-
CUMBHOMY TuMy. Ecnu cynpyr He €IBNSieTCH HOCUTENEM
MYTaHTHOIO reHa, TO BEPOSATHOCTb 3a60/1eTb Y MOTOMKOB
C. NpaKTU4eCcKM 6In3Ka K Hyto.

B ocHoBe natoreHesa 60/bLIMHCTBA CnyYaeB 3aboneBa-
HWUS NEXMUT yTpaTa CNOCOBHOCTU CUHTE3MpOoBaTb GeHU-
anaHuH-4-MOHOOKCUIreHasy, npespallatoulyto deHmnana-
HWUH B TUPO3WH.

OCHOBHbIMWU KIMHUYECKUMU NPOSIBAEHUAMU PEHUNKETO-
HYpUKU ABNSIOTCHA: ONUroPpeHus, natonornyeckue ped-
NIEKCbI, 3nunenTM4yeckue npunagku. [lpyroe Ha3BaHue
3aboneBaHns — beHUINMPOBUHOrpagHas onurooppe-
HMs. MPMUYMHBI TOYHO He ycTaHoBJEHbI. [peanonaraercs
NoBpPEeXAEeHUEe HEPBHbIX KNETOK MNpoAyKTamu meTabo-
nmM3ama deHunanaHuHa, BO3MOXHO, GeHUINUpyBaToM.
MoxeT uMeTb 3Ha4YeHne anucbanaHc aMMHOKMCIOT B LieH-
TpanbHOM HEPBHOM CUCTEME.

CEPNoOBMAHO-KNETOYHON aHeEMUEN, a HABNSETCA JULb
HocuTenem reHa HbS. B gaHHOM cnydae Bce ee aetu
6yayt peHoTunmyeckn 3aopoBbl, HO 50% peten 6yayt
MMETb aHOMasbHblE FeHbl.

3. He 3aBucut.

4. B ycnoBusIX TMMOKCUK, KOTAa YCUIMBAETCS Anuccoumaumns
oKcuremornobuHa (Hanpumep, BO Bpemsa npebbiBaHMA
B BbICOKOFOPHOM MECTHOCTU WA MpPU KPYNO3HOW MHEB-
MOHUU, 60NbLIOK GUIMYECKOW Harpy3Ke, Noa AencTBuem
HapKo3a).

OTBeTbl Ha BONPOChI K cCUTyaLMOHHOW 3ajayde N2 4
1. KoadodunumneHT HacnegyemocTv XonblmHrepa (H) xapak-

TepU3yeT posib reHoTUNa B pas3BUTUM MOHOMEHHOW Wn

NoJIMFEHHON 60NE3HM.

KoadduumeHT H paccuntbiBatoT no popmyne:

Kms — Kpa
H= M X 100%,

raoe Kys — MPOLLEHT KOHKOPAAHTHbIX MO JaHHOMY Npw-
3HaKy (60/1€3HM) y AaHHOW BbIGOPKN MOHO3UIOTHbIX BIN3HE-
LIOB MO OTHOLUEHMIO KO BCEW MX monynsaumu, Ky; — npoueHt
KOHKOPAAHTHbIX MO AaHHOMY NMpuU3HaKy (60/1e€3HU) Y AaHHOM
BbIGOPKM AN3UIOT MO OTHOLLEHWUIO KO BCEWN UX NONYNALUN.

H/:um wusodbpeHnn — 86v5%-

H g ckaprarmis = 40%.

H[:lﬂﬂ nonnomuenuta = 8'2%
2. 3Haf Ko3addnumeHT H, MOXKHO paccymTaTtbh KOIODULMEHT

E, xapaKtepuaylolwmi BKnas cpefoBblix GaKkTopos B pas-

BUTUM TOW e 60n1e3HN No dopmyne:

KoadduumeHt E = E—H.
Taknm 06pas3oM, Ans WKM30PpPEHMM BbICOK BKNaa Hacne-

CTBEHHOro daKTopa Mo CpaBHEHWIO CO CPeAoBbIM, a Ans
nonnoMunennta — Hao6opoT.



