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Bo BTOpO# Yacth neKkummn «HacnegcTtBeHHOCTb, U3MEHYUBOCTb M NaTo10r1s» o6cy»<,aa10rc;7 COBpeMeHHble cBe/leHns 06 aHo-
MansiX roJsIoBbIX XPOMOCOM, O GOJIE3HSIX C HaC/AEeACTBEHHbIM MPEAPAacroNOKEHNEM, BPOXAEHHbIX MMOPOKax pPa3BUTHS,
meTodax AMarHOCTUKKM, JIe4EeHUST M NPOPUAAKTUKM HAaCAEACTBEHHbIX GOPM NaTtoaorMn. B KoHLUe neKkumm npuBeaeHbl TeCTbl
n CHUTyaLlMOHHbIE 3aa4n /15 OLUeHKHN YyPDOBHA YCBOEHUA ee MaTepunallia, a TaKXe BapHuaHTbl OTBETOB Ha HUX.

KnioyeBble cnoBa: 60/1€3HM C HAC/AEACTBEHHbIM MPEAPACcONOKEHNEM, BPOXIAEHHbIE MOPOKM pPa3BUTUSI, AMarHOCTUKa,

Jie4YeHne n NPopuUIaKTMKa Haci1eCTBEHHbIX GOPM NaTosormm.

(Bonpockl coBpemeHHou negmatpun. 2012; 11 (5): 70-78)

AHOMAJIUM NOJIOBbLIX XPOMOCOM

HapyweHne pacxoxaeHus MOoMoBbIX XPOMOCOM MNpU-
BOAMT K 06pPa30BaHUI0 aHOMasbHbIX raMeT: Y XEeHLWWUH —
XX 1 O (B nocnegHem cfydyae rameTa He COAePXMUT MNOSI0BbIX
XPOMOCOM); Y MYXYMH — XY 1 O. lNpu cAmsgHnn nonosbix
KNETOK B MOAOGHbIX Clyd4asix BOSHUKAOT KOIMYECTBEHHbIE
HapyLeHns MONoBbIX XPOMOCOM. Mpu 601e3HSX, Bbl3BaH-
HbIX AedUUMTOM MM M3BLITKOM X-XPOMOCOM, HEpeaKo
HabngaeTca Mo3anumam (Tabn., puc. 1).

CuHapom KnanHdenbrepa

Yactota cuHgpoma — 2-2,5 Ha 1000 HOBOPOXKAEH-
HbIX Manb4yMKoB. B KapuoTune MOryt npucyTcTBOBaTb
pa3Hoo6pasHble LUTOreHeTuyeckme BapuaHTtbl (47, XXY;
48, XXXY; 49, XXXXY v ap.). Halle BCcTpeyaeTcsa Knaccuye-
CKWI BapuaHT 47, XXY.

Matonormsa NposBASETCS BbICOKUM POCTOM, HEMpOnop-
LMOHaNbHO ANMHHBIMW KOHEYHOCTSMMU, OT/IOKEHUEM XMpa
MO YKEHCKOMY TUMY, €BHYXOMAHbIM TENOCNOXKEHUEM, CKYyA-
HbIM OBOJIOCEHUEM, TMHEKOMACTUEN, TMNOreHUTann3Mom,
6ecnnognemM (B pesynbraTe HapylleHWs crnepmaTtoreHesa,
CHWXEHMS NPOAYKUMKN TECTOCTEPOHA M YBENNYEHNS MPOAYK-
LMK KEHCKMX MOMOBbIX FTOPMOHOB), CHUXEHWEM UHTENNEKTA

P.F. Litvitskiy

(4em 6onblie B KapuotTune A06aBOYHbLIX XPOMOCOM, TeM
60ee BbipaxeHo).

JleyeHrie NaTonorMm My»Ccknumu nosioBbIMM FrOPMOHaMU
HanpaBfeHO Ha KOPPEKLMI0O BTOPUYHbIX MOMOBLIX MPU-
3HakoB. OHaKo 1 nocrne Tepanuun 60nbHblE OcTaloTca 6ec-
NAOLHbIMMU.

CuHapombl noancomum X

Tpucomusa X

Haun6onee 4yacTblM CUHAPOMOM W3 IPynMbl NOJIMCOMUM X
ABnseTca cuHapom Tpucomun X (47, XXX), yactota — 1 Ha
1000 HOBOPOXAEHHbIX AeBOYeEK; Kapuotun — 47, XXX;
NoSl — XEHCKUN; GeHOTUN — XeHCKUN. O6bIYHO PUusmnye-
CKOE U MNCUXMYECKOE Pa3BUTUE Y KEHLLMH C 3TUM CUHAPO-
MOM He UMEET OTKJIOHEHWI OT HOPMb.

CuHgpowm LlepeweBckoro-TepHepa

YacTtota cuHapoma B cpefHem coctaBnseTr 1 Ha
3000 HOBOpPOXAEHHbIX AeBo4veK; Kapuotun — 45, XO.
BcTpevatoTcs U gpyrue BapuaHTbl (Hanpumep, M30XPOMOo-
coMa AJIMHHOro nneva X — Xqi, Aeneuns KOPOTKOro nie-
Ya — Xp-, Aeneuus AAnHHOro nnevya — Xg-). 3abonesaHue
XapaKTepU3yeTcs HU3KUM POCTOM, KOPOTKOWM LIEEN C U36bIT-

I.M. Sechenov First Moscow State Medical University, Russian Federation

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. Bo3MOXxHble HabopPbl NMOMOBbLIX XPOMOCOM NPWU HOPManbHOM Y @HOMasIbHOM TeYEHUK NEPBOro MENOTUHECKOTO AeNeHNs

fametbl X 0 XX
X XX X0 XXX
Hopma cuHgpom LepeweBckoro—TepHepa Monucomusa X
y XY _ XXY
Hopma CunHapom KnanHdenbstepa
0 X0 3 3
CuHgpom Lepewesckoro—TepHepa
Xy XXY _ XXXY
Cunapom KnanHdenstepa CunHagpom KnanHdenstepa

KOM KOMMW WMAW KPbINOBWAHOW CKNaAKOMW, LMPOKOM, YacTo
nedopmMMpoBaHHOM TPyaHOM KeTKoW, aedopmauuen nok-
TeBbIX CYCTaBOB, HEAOPA3BUTUEM MEPBUYHBIX U BTOPUYHBIX
NONOBbIX NPU3HaKOB, 6ecnioaneM. Y HOBOPOXKAEHHbIX MOYTH
BO BCeX cllydasax Habnogaetca iMmMdaTtM4ecKnuin oTek KncTen
W cTon. PaHHee nevyeHne XEeHCKMMU MOoA0BbIMU FOPMOHaMM
MOXET OKa3aTbCst IQPEKTUBHBIM.

BOJIE3HU C HACNEACTBEHHbIM

NMPEAPACNOJIOXXEHUEM

BonesHu ¢ HacneaCcTBEHHbIM MPEeAPacnoNoOXKEHUEM TaKKe
Ha3blBalOT MHOrohaKTOPHbIMM, MOCKONbKY UX BO3BHUKHOBEHWE
onpeaensieTcs B3anMOAENCTBMEM HACNEACTBEHHbIX U cpefo-
BbIX GaKTopoB. B ocHOBe nmpeapacnonoxXeHHOCTU K 6ones-
HSIM Haxo[uTCs reHeTU4yecKoe pa3Hoobpasune (reHeTUHEeCKUI
nonaMMopoduam) nonynsauuin no GepmeHTam, CTPYKTYPHbIM,
TPaHCMNOPTHbIM 6e/IKaM, aHTUIFEHHbIM CUCTEMAM U T. 4.

KonnyecTBEHHYIO OLIEHKY BKNaja HacNeACTBEHHOro U
cpenoBoro gaxkTopa B BO3HUKHOBEHWE 60Ne3HEN ¢ Hacnea-
CTBEHHbIM MPEAPacnoNOKEeHNEM OCYLLECTBAAIOT MO Chneuu-
anbHbIM dopMynam. Hanbonee agexkBaTeH pacyeT KO3adp-
duumneHTa HacnegyemocTtu (H) n ponu cpeaoBbiX pakTopos
(E, oT aHrn. environment — oKpyxatowas cpeaa) no Gopmy-
ne, NpeasioKeHHoM XonbLMHIepoM:

Kus — Kps
H= ———= X 100%,
100 — Kps ’
rae 100 — wmexundposoe HKps Kys — npoueHTHoe

BblpaXeHWe KOHKOPAAHTHbIX MO JaHHOMY MpMU3HaKy (6ones-
HUW) B J@aHHOW BbIBOPKE MOHO3UIOTHbIX B/IM3HELIOB (M0 OTHO-
WEeHMI0 KO BCen ux nonynsumnm); Kys — NpoueHTHOE Bbipa-
EHUEe KOHKOPAAHTHOCTU MO AaHHOMY NpPU3HaKy (601e3HM)
B JaHHOW BbI6OPKE AN3UIOT MO OTHOLLEHMIO KO BCEM nonyns-
Lnun 61M3HEL0B.

C yyeToM KoadduumMeHTa XOonbLMHIEPa MOXKHO paccyu-
TaTb posib GaKTOPOB OKPYKaloLWwewn cpeabl B BOSHUKHOBEHUM
nto6on natonoruu:

KoadpoduumeHt E = E-H.

YactoTa 60n1e3Hei ¢ HacneACTBEHHbIM Npeapacnonoxe-
Huem gocturaet 6onee 90% oT BCeX HEMHPEKLUMOHHbIX GOpPM
natonorMn. K Takmum 6GoNesHaM OTHOCATCA MLlemMyYecKas
60ne3Hb cepaua, rmneproHnyeckas 60ne3Hb, GPOHXMaNb-
Has acTma, psg NCMXMYecKnx 3aboneBaHui, caxapHbli ana-
6eT, peBMaTM4eckne 601e3HU, 93BEHHas 60N1e3Hb KenyaKka,
BPOX/AEHHbIE NOPOKKU pa3BuTus (BINP) u MH. ap.

Buabl MHOro¢aKTOpHbIX 60/1e3HeNn

BonesHu ¢ HacneaCTBEHHbLIM NPeApPacrnonoXeHnem anboe-
PEHUMPYIOT Ha rpynbl B 3aBMCUMOCTU OT YWCNa reHOoB, onpese-
NSALWMX NPEAPACTIONOKEHHOCTb: HA MOHO- U MOJIUTEHHbIE.

MoHoreHHble 3a60/1eBaHUs
MOHOreHHble 60/1E3HM C HACNEeACTBEHHLIM MpPeapacnoso-
EHMEM BbI3BaHbl OJHUM MYTaHTHbIM FEHOM W BO3HWKAOT Npu
[AEeNCTBMU KOHKPETHOTO (4acTo cneunduyeckoro) n obasaresnb-
Horo ¢akTopa BHellHen cpeabl. K paspewaowmnm daxktopam
OTHOCAT 3arpsi3HeHne cpeabl (XMMUYECKUMU COEAUHEHWSMH,
NblNEBLIMW YacTMLAMK), NULLEBbLIE BeLLECTBA W O06GaABKM,
NleKapCTBEHHbIe cpeacTBa. [puMepammn MOTryT CIYKUTb:
® HEenepeHOCUMOCTb N1aKTO3bl (MPX MyTaHTHOM dopme reHa
NaKTa3bl ynoTpebieHne MoioKa NPUBOAMT K PasBUTUIO
KUWeYyHoro aguckomdopTta 1 noHoca);
® ropaxeHue nepudepuyecknx HepBoOB (MposiBasiloLLee-
CcA HeBpUTaMM NpW BBEAEHWW NaALMEHTY WM30HWa3Uada
y TOMO3MWIOT N0 MYTaHTHOMY ajlefito reHa, perynupyto-
LLLEro peaKLmo aueTUIMpoBaHNUSa 3TOro NPOTUBOTYGEPKY-
Ne3Horo npenapara).

MonureHHble 601€3HU

MpeapacnonoXeHHOCTb K Pa3BUTUIO MOJIUIEHHbIX 60-
ne3Hen onpepensieTca B3aMMOAENCTBMEM HOPMabHbIX
N/WNnU U3MEHEHHbIX (MYTMPOBAaBLUMX) FeHOB. KakabI U3 HUX
Nno OTAENbHOCTM He MPUBOAWT K Pas3BUTUIO 3a6ofieBaHuS.
MHaMBKMA ¢ Takon KOMOGWHaLUMWEN reHoB AOCTUraeT «nopora
BO3HUWKHOBEHWS» 60Ne3HN M 3abonesaeT. [lopor moxer
6bITb NPEOAONEH NOA AEWCTBMEM OMNpPeAeneHHoro daktopa
OKpYKatolen cpefbl.

XapaKrepuctuka MHOroaKToOpHbIX 60N1e3Hen

HacnegoBaHne MHOrodaKTOpHbIX 60MEe3HEen He CcooT-
BETCTBYET MEHAENEBCKMM 3aKOHOMepHoCTAM. [laToreHes
60ne3Heln ¢ HacneaCcTBEHHbIM MPEAPACMNONOKEHMEM 3aBU-
CWT OT Y€/IbHOr0 BK/1a[a FEHETUYECKNUX U CPEOBbLIX GaKTo-
poB. 3Ta 3aBMCMMOCTb pas/IniHa KaKk A/1a pasHbix 3a6oneBa-
HWI, TaK U AN KaXKAoro YyesoBeKa B OTAENbHOCTU. MMEHHO
noaMMopodM3M co3aaeT OCHOBY /1 NPEAPACMONOKEHHOCTH
opraHuama K ToM UKW MHOW NaTo/Iorunun.

MHorodaKkTopHble 60/1€3HM BO3HWKalT B pe3yfbra-
Te B3aWMOAENCTBWUS NpeapacrnoioXEeHHOro opraHuama
C KOMIJIEKCOM He6naronpuaTHbiX (PpaKTOPOB BHELIHEN
cpedbl. YeM Bblllle TeHETUYECKas NPeapacnofioXEHHOCTb
opraHuama (T.e. 4em GAnKe K «Nopory BO3HUKHOBEHUS»
60N1€e3HN OH HaxoaMTCS), TEM MEHEEe MHTEHCUBHbLIM U A/IU-
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HenpepbiBHOE NpodeccuoHanbHoe oGpa3oBaHue

TeNbHbIM JO/MKHO 6biTb BO3AENCTBME cpeaoBoro dakrtopa
ONs 3anycka naToforMyeckoro npouecca, 3aboneBaHus
WK COCTOSIHUS.

Ona MHOrodaKTopHbIX 60MIE3HEN XapaKTEPHO Hanuyune
60/bLLIOr0 YMCNa KIMHUYECKUX BapunaHToB. OHM 06pasyloT
PS4 NEPEexXOAHbIX COCTOSHWUM: OT MUHMMAabHbIX, KAWHKYE-
CKMU CTepTbix GOpM A0 TaXKenblx npossineHun. MNpun 6ones-
HSIX C HAcNeACTBEHHbIM NpeapacnonoxeHnem Habnogaertcs
60see BbiCOKast KOHKOPAAHTHOCTb N0 3ab601eBaHMIO Yy MOHO-
3UrOTHbIX 6/IM3HELIOB B CPABHEHWM C AU3UTOTHLIMMU.

BpoKaeHHbIe MOPOKK pa3BUTUA

BIP, Br1tOYas aHOManuu pasBuUTUS, AUCMNA3UM U CTUT-
Mbl AM33MOPUOreHe3a, a TaKKe MPUYUHbI MX MOSIBAEHUS
M3y4aeT TepaToNorus.

MexaHnam popmupoBaHus BIP B xoae BHyTpUyTPOGHOIO
pa3BUTUS Ha3blBalOT TepaToreHe3oMm, a TEPMUH «TepaTo-
reH» o3Ha4vaeT ¢pakTop, BbizBaslwmi BIP. bonbwunHctso BIP
06yCcnoBneHO BO3AeNCTBMEM (PAKTOPOB BHELWHEN cpefdbl,
reHeTu4ecKkMMum gedeKktamm nunm nx covetaHmeM. B psae cny-
YaeB He yaaeTcsi yCTaHOBUTb npuyunHy BIP (cnopagnyeckue
3aboneBaHus). Yucno HoBOpOXAEHHbIX ¢ BIP coctaBnser
2—-3% oT 06LWero y1ucna AeTen, poanBLINXCS XKUBbIMMU.

MpuunHbl BIMP MHoroyucneHHol. OHWM MoOryT O6biTb
WHULUMUPOBaHbl BUPYCHOM WHOEKUMEN (KpacCHyxa, LMTO-
MeranoBuMpycHaa W repnetMyeckas WMHPEKLMK), TOKCO-
naa3mo3oMm, cUdUINCOM, paguaumen, NeKapCTBEHHbIMU
CpeACTBaMM, HAPKOTUYECKUMU BELLECTBAMM, XUMUYECKUMU
daKTopamMn OKpyKatoLen cpelbl, 601€3HIMU MaTePU U T. 4.
BocnpunMM4nBOCTb K AENCTBMIO TEPATOreHOB 3aBUCKUT OT CTa-
Onn pasBuTUsa. PUCK BO3HMKHOBEHUSA BITP 0co6eHHO BennK
B nepuoabl aMGp1O- U OpraHoreHesa.

MprYnuHbI BPOXKAEHHbBIX MOPOKOB pa3BUTHUS

TepaToreHHble BO3AeNCTBUSA. TepaTOreHHbIMU CYUTAIOT
Takve cpenoBble GaKTOpbl, KOTOPble HapywalT pas3BuTue
aM6pMOHa 1/nnu Nnoja, oKasbiBasi CBOE AENCTBUE BO Bpe-
mMsa 6epemeHHocTn. Okono 10% Bcex BIP o6ycnosneHo
BAMSHMEM GaKTOPOB BHeLLHEN cpelbl. IGDEKT TepaToreHoB
06ycnoBneH BO3AENCTBMEM Ha I'MCTO- U OpraHoreHes, pocT
W pa3BuTUE Nnoaa.

TeHeTHYecKue ¢aKTopbl MOryT NPUBOAMTL KaK K eau-
HWYHbIM BIP, TaK 1 K pa3BuUTUIO Pas3/IMYHbIX CUHAPOMOB.

CnopaauyecKkue 3abGoneBaHUsl 4acTO OKa3blBalOTCA
CNneacTBMEM HapyweHUs 3MOPUOHaNbHOrO pPas3BUTUS UK
NnaTo/IOrMYECKOro Te4YeHuss 6epeMeHHOCTU (Hanpumep, npu
OKKJ/1I03MM KPOBEHOCHbIX COCyAoB). HeKoTopble BpOXAEH-
Hble aHOManuWM MOTYT BO3HWKATb B pe3y/bTate CNOHTaHHOM
OOMWHAHTHON MyTaLMKM COMaTUYECKMX KIETOK, TMBO0 NMpMuBO-
Oslen K netanbHoOMy mcxoay, TMbo oKasblBalowen BO3aen-
CTBME Ha PEenpoayKTUBHYIO GYHKLMIO M He nepeaatowencs
NOTOMCTBY.

®dakTopbl pucka passutua BIP noapasnensior Ha
3HAO- W 3K30reHHble (cpefoBble). Cpean 3HAOrEHHbIX
daKTopoB pucka BINP BblgensoT MyTareHbl, 3HAOKPUHHbIE
n MeTabonnyeckue 3aboneBaHns matepu, aHoManuu nosno-
BbIX KNETOK, BO3PaCT poauTenem.

MyTtareHbl MOryT Bbi3BaTb M3MEHEHUS FEHETUYECKOro
annapata. Ha oo reHHbIX U XPOMOCOMHbIX MyTaLui npu-
xoauntcs 6onee 30% Bcex BIP. [eHHble MyTaLUKU ABAAIOTCA

npuynHom nopsgka 20% BIP (Hanpumep, paclennHbl rybbl
M Heba KaK O4HO M3 KIIMHWMYECKMX MPOSBAEHUI CUHAPOMA
BaH pgep Byaa). XpomocoMHbIe MyTauuu o6YyCnoBMBaloT
passuthe npumepHo 10% BIP (Hanpumep, NOPOKKU cepala
npu cuHagpome [ayHa).

OHAOKpPUHHDbIE 3a60/1eBaHUA U MeTaboInYecKue pac-
CTpoOMCTBA B OpraHu3me MaTepu HapyluatoT pa3BuTHe opra-
HOB MnoAda WMAW NPMBOASAT K CaMOMPOM3BOJbHLIM abopTam.
Han6onee yacto BIIP HabnogatoT npu caxapHom guabete,
BUPMANSMPYIOLLMX OMYXONsX NOMOBbLIX KeNesd u Kopbl Haamno-
YEeYHMKOB, GEHUNKETOHYPUMN.

Mpu aHOManuax NONOBbIX KNETOK (pe3ynbTaT Hapylle-
HWSA cnepMaTto- U/UNn OBOreHe3a) BO3HUKAIOT aHey- U TpUn-
nonauu.

Bo3pacTt pogutenen — BaxkHbl daKTop pucka BIIR.
YcTaHoBNEHa npsiMas 3aBMCUMOCTb MEXAY MOBbILLEHNEM
4yacToTbl HekoTopbix BIP (Hanpumep, pacuienunHbl rybbl
M Heba) M ayTOCOMHO-AOMMHAHTHBLIMW HACNEeACTBEHHbIMU
3ab60/1eBaHMAMKU (HanpUMep, axoHAponiasnsmu) C yBenu-
yeHMeM Bo3pacTa oTua. BIP gbixatenbHOW cucTembl Yalye
OTMeYaloT Yy [eTen loHbIX MaTepen. Y matepen craplumx
BO3pACTHbIX TPynmn MOBbIWEHA YacToTa POXKAEHWUA aeTewn
C FEHOMHbIMK MyTaUMSAMK (KNacCUYECKUM NpumMep — 3Ha-
YyuTeNbHOE yBENWYEeHWe 4Yucna cryyaeB TPUCOMUM, B T.u.
cuHapoma [ayHa).

JK30reHHble ¢$akTopbl pUcKa. Ha [onto cpefoBbix
daKkTopoB pucKa npuxoautca okono 10% scex BIP. Mpwu-
poAa 3K30reHHbix (GaKTOpPOB pUCKa MOXKeT OblTb OU3K-
YEeCKOM, XMMMUYECKOMW, OMONOrMYeCKon U CcoYeTaHHOW.
®dusnyeckue Bo3geMCTBUSA: paanaLMOHHbIe, BUOPALMOH-
Hble, WYMOBbIe, TEMNepaTypHble, MEXaHMYEeCKMe — 3Ha4u-
Mble daKTopbl pa3suTtua BINP. N3 mexaHnyecknx GpakTopoB
60/bll0e KIMHMYECKOE 3HAYeHWEe UMEKT aMHMOTUYECKME
cpalleHns, ManoBoane U MUOMbI MaTKU. AMHUOTUYECKME
cpaweHns (Taxkn CuMoHapa) MOryT NPpMBOAUTL K MepPeTsK-
KaM Ha KOHEYHOCTSX, Bbl3blBasi TMNOMNIa3unio X AUCTaNbHbIX
oTAENOB UM amnyTtauuto. Manosoane MoxeT 06yCnoBUTb
pazsutne BINP KOHeYHOCTEN, TMMOoNIa3num HUKHEN YentoCTm
n ap. KpynHble MMOMbI MPENATCTBYIOT HOPMaibHOMY POCTY U
pa3BuUTUIO AMOPUOHaA MK nNnoga. XMMUYEeCKUe areHTbl —
oflHa M3 Haubonee Yactbix nNpuymH BIIP. Tak, HekoTopble
fleKapCcTBEHHblE CpeacTBa (HanpuMmep, aHTUKOHBY/IbCAHT
rMOAaHTOWH) Bbl3bIBAOT pa3BUTHE pacluenmHbl rybbl 1 Heba,
MUKpouedanuio, rmnonnas3uio HOrren M KOHUEBbIX danaHr
nanbues, AepopmMaLmio Hoca; TPaHKBUAIN3ATOP TaAUAOMUA
MOXeT 06yc/ioBUTb BIP BEPXHUX M HUKHUX KOHEYHOCTEWM
(BNNOTb 40 aMenunu), pacllennHy ryéol U Heb6a. Xumnyeckue
BelecTBa, NpuMMeHsiemble B O6bITYy U MPOMbIWIEHHOCTH
(HanpuMep, NPoAYKTbl MeTaboM3Ma 3TaHoNa), MOTyT CTaTb
NPUYUHON anKoronbHOM amMb6puo- unu detonaTtnun; OeH-
3MH, 6eH30/, GeHos, CONn TAXeNblX MeTannoB obnaja-
0T 3MOGPUOTOKCUYECKMMM CcBOMCTBamMU. Buonorunvyeckue
daKTopbl (K NpUMeEpPY, BUPYC KPACHYXMU, LUTOMEranoBumpyc)
HepeaKo BbI3bIBAIOT MOPaKeHWe LEeHTPasbHOM HEPBHOWM
cuctemsl, BIP opraHoB 3peHus 1 ciyxa. CoyeTaHHble BO3-
AEWCTBUA KaK peaynbTaT COBMECTHOIrO MOTEHLMPYOLWEro
BIUSAHUS TEHETUYECKMX U CPeaoBbiX GaKTOPOB Hepenko
obycnosnuBatoTT BINP. Mx gons cpeau Bcex NpUYmnH coctaB-
nsaet npumepHo 50%. Mpu aTOM KaxAablM daKTop B OTAENb-
HOCTW MOXXET U He Bbi3BaTb BIP.



Buabl BpoXXaeHHbIX MOPOKOB pa3BUTUS

B 3aBMCUMOCTM OT CpoKa 6epeMEHHOCTU Mpu BO3AEN-
CTBMM noBpexaaluwmnx GakTopoB BblAENSAOT raMeTo-, 6na-
CTO-, aM6puro- 1 detonatuu (puc. 2). lametonatun — BIP,
ABNSAOWMECSH Pe3ynbTaToM BO3AENCTBUSA MOBPEXAatoWwmX
GaKTOpoB Ha MooBble KIeTKM (Hanpumep, ato Bce BIIP,
BbI3blBaeMble MyTaLMSIMKU B MOSIOBbIX KIETKaX).

BbnacTtonatumM pasBuBalOTCA BCNEACTBUE MOPAXKEHUSA
6nactouncTel — 3apogblla nepsbix 15 cyT nocne onno-
[O0TBOpEHMS (00 3aBeplueHUss GopMMpPOBaHUS 3apofbllle-
BbIX JINCTKOB). Micxofom 6nactonatni aBAKIOTCA, Hanpumep,
[BOVHWKOBbIE MOPOKK (Ccpoclunecs 6nn3HeLlbl), LMKIonus
(HannymMe oAHOro MK ABYX rMasHblX A6/10K B €4MHCTBEHHOM
op6uTe N0 CPEANHHOM TMHUK IMLa).

Om6GpuonaTum — pesynbraT BO3AENCTBUS TepaToreHHOro
daKTopa Ha 3MOPMOH B nepmoa ¢ 16-ro aAHs o 8—9-1 Hep recta-
umnn. K aTom rpynne oTHOCATCA TanuaoMuaHble, AnabeTnyeckue,
aNlKOrofibHble U HEKOTOPblE MeANKaMEHTO3HblE aMOPHUONaTHK,
a Takxe BIP, passuBLlvecs Nog BAMSAHUEM BUMPYCa KPACHYXK.

deTtonatum — CcneacTBME MNOBPEXAeHUa nnoga oT
9-11 Hep rectauum OO0 MOMeHTa poxaeHusa. K detonatnsam
OTHOCHTCS, HanpuMep, KPUMNTOPXM3M, OTKPbITbIM 60TanioB
NMPOTOK WK NPeHaTanbHas rmnonias3uns Kakoro-1mbo opraHa
WKW Nnoja B LESIOM.

Kateropum BpoxgeHHbIX NOPOKOB pa3BUTHUS

Hanbonee 4yacTo BcCTpeyawowmnecs pasHOBUAHOCTU
BIMNP npeactaBneHbl Ha puc. 3. AreHesusl npeacraBnser
cobow oTCyTCTBME OpraHa (Hanpumep, TMMyca, NMoYKM, rnaa).
Annasusa M runonnasua — OTCYTCTBME WM 3HAYUTENbHOE
YMEHbLUEHNE OopraHa Mnpu HaluyinuM ero COCYAUCTOM HOMKMK
W HEpBOB (Hanpumep, OAHOW MOYKW, CeNe3eHKMU, Nerkoro,
KOHEYHOCTU, KMLLIEeYHMKa). ATpe3ust XxapaKTepusyeTcs OTCyT-
CTBMEM KaHaNa WM eCTECTBEHHOI0 OTBEPCTUS (K NnpuMepy,
aTpe3nst Hapy)KHOro CyxoBOro npoxoaa, NuWeBoda, aHyca).
leTepoTonusa — 370 NepemMelleHne KNETOK, TKAHEN UK 4acTu
opraHa B ApYryto TKaHb WK opraH (HanpuMmep, KNETOK Noaxe-
NYOOYHOWM enesbl B AMBEPTUKYN MeKKens, xpoMapdOUHHbIX

Puc. 1. Buabl XpOMOCOMHbIX 601€3HeEN

KNETOK B TKaHb nerkux). MepcuctupoBaHue — coxpaHeHue
3MOPUOHASBbHBIX CTPYKTYP, UCHES3AIOWMX B HOPME K ornpege-
JIEHHOMY 3Tany passButua (K NPUMepY, OTKPLITLIM apTepualib-
HbI MPOTOK y roaoBanoro pebeHka, Kpuntopxmsm). CtTeHo3
BblpakaeTca B CY)KEHWU MpocBeTa OTBEPCTUSA WM KaHana
(HanpuMep, KianaHHOro OTBEPCTUA ceppaua, NpuBpaTHUKa
enyaka, dparMeHTa KuleyHuKa). YaBoeHue (yTpoeHue)
XxapaKTepusyeTcs yBeSIM4eHUEM Ynucna OpraHoB UK UX YacTu
(K NnpuMepy, yABOEHUE MATKU, MOYETOYHMKOB). IKTONUA —
3TO HEOObIYHOE PaCoJIOXKEHWE opraHa (Hanpumep, NOYKU —
B MaJiOM Tagy, cepaLa — BHe rpyAHON KIIETKM).

MexaHU3Mbl pa3BUTHSI BPOXKAEHHbIX MOPOKOB

MexaHn3mbl popmupoBaHus BIP 3akio4aloTcs B MCKae-
HUSX MEXMONEKYNAPHBIX U MEXKIETOYHbIX B3AaUMOAENCTBUMN,
a TaKXe B HapyweHMaX MophOoreHeTMyecKmx NnpoL,eccoB.

PaccTtpoiicTBa MEeXMONEKYNAPHbIX U MEKNETOYHbIX
B3auMOAENCTBUM WHULIMMPYIOT PacCTPOMCTBA CUHTE3a
OMONOrMYECKM aKTUBHbIX BELWECTB (FOPMOHOB, LIUTOKMHOB
W Op.), CTPYKTYpbl 6enKoB (Hanpumep, GepMeHTOB WM
KOMMOHEHTOB MeMO6paH), aHepreTMyeckoro obecneyeHus
peakunn metabonmMamMa U KUM3HEHHO BaHbIX MPOLECCOB,
UCKaXawWmx anddepeHUnpoBKY U GYHKLMKU KNETOK, TKa-
HEen M opraHoB.

HapyweHus MmopdoreHeTu4eCKUX npoueccos (Npo-
nnbepauus, murpauns, auddepeHuMpoBKa 1 rmbenb Kie-
TOK) MPMBOAAT K annasvu unu runonnas3vuv opraHa wamu
€ro 4acTu, 3afleprKKe CNUSAHUS 3MOPUOHANbHbIX CTPYKTYP
(Hanpumep, K 06pa30BaHMIO paclLlenmHbl Heba, ryobl, CMUH-
HOMO3rOBbIM ¥ YepPenHO-MO3roBbIM FPbiXKam), MEPCUCTUPO-
BaHWMI0O AMOPUOHANbHbIX CTPYKTYP, aTpe3nn U reTepoTonunu
n T.4. (cM. nogpazgen «Kateropnun BPOXKAEHHbIX MOPOKOB
pasBuUTUS»).

METOAbI ANATHOCTUKHU HACJIEACTBEHHbIX

®OPM NATOJIOITUHA

HuXe KOpOTKO oOxapaKTepu3oBaHbl Leln W BO3-
MOXHOCTU  K/IMHUKO-CUHAPOMOJSIOTMYECKOTO U KIMHWUKO-

| Buabl XpOMOCOMHbIX 60ne3HewN |

!

!

| B 3aBMCMMOCTH OT HapYLLIEHUS CTPYKTYPbI UK YUCa XPOMOCOM |

| B 3aBMCMMOCTM OT BM/ja K/IETOK, B KOTOPbIX NpoU3oLLna MyTtaLus |

v v

v v

M3MeHeHMe Yncna XxpoMocom HapyuweHue cTpyKTypbI
WK NIOUAHOCTH XPOMOCOM

MonHble dopmbl Mo3aunyHble GopMbI

Puc. 2. Buabl BPOXKAEHHbIX MOPOKOB

| Buabl BpoX/AeHHbIX MOPOKOB Pa3BUTUS B 3aBUCUMOCTH OT 06bEKTa, BO3AENCTBMSA NOBpexJatoLmnx GaKTopoB U CpoKa 6epeMeHHOCTH |

! v

! !

| lameTonatuu | | Bnactonatuu

3mbpuonatum | | detonatun |

OG6BLEKT: NONOBLIE KNETKK O6beKT: 6nactouuncta
Cpok: nepBble 15 cyT

nocne onnoAoTBOPEHNA

O6beKT: 3IMO6PUOH
Cpok: 16-1 feHb—8-9-9 Hep
6epemeHHOCTH

O6beKT: nnog
CpokK: nocne 8—-9-v Hep
6epeMeHHOCTH

~
w
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HenpepbiBHOE NpodeccuoHanbHoe oGpa3oBaHue

Puc. 3. Han6onee yactble pa3HOBUAHOCTH BPOXAEHHbIX MOPOKOB PasBUTUA

| Han6onee yacTble BPOXKAEHHbIE MOPOKM PA3BUTUS

!

|AreHesvm | | Annasvs, runonnasus | | CreHo3 | | Atpesus | | YaBoeHwve/yTpoeHne | | [eTepoTonus | | OKToNMA | | MepcucTupoBaHve |

reHeasiorMyeckoro MeToia, a TakXe MeTo0B LIUTOreHeTnYe-
CKOM, BUOXMMUYECKON 1 MONEKYSIAPHON ANArHOCTUKM.

KNnMHUKO-CMHAPOMONOrM4ecCKUn MeTop Mno3BoNndeT
06Hapy1BaTb MOPdONOrMyecKkne, GUOXMMUYECKUE U DYHK-
LMOHaNbHble NMPU3HAKM HacNeACTBEHHbIX GOpPM MaTonoruu
(Hanpumep, gednumt nnasmeHHoro ¢aktopa VIII npu nogo-
3peHnn Ha remodunmio A; kKapmotun 45, X0 npu nogo3peHnmn
Ha cuHapom LlepeweBckoro—TepHepa; NOparKEHUs CKene-
Ta, cepae4yHo-CoCyanCTON CUCTEMBI U a3 Npu NOLO3PEHUN
Ha cnHagpom MapdaHa).

KnuHuKo-reHeanorM4eCKMM MeTOOM BbiSBASIOT
NaToNorMyeckne NpM3HaKku M MPOCAEXMBAOT 0COGEHHOCTH
UX Nepeaayn B NOKOMEHUSX NPKU COCTaBAEHUM POLOCTOBHOM.
Llenb paHHoro metoga:
® YCT@aHOBMTb 3aKOHOMEPHOCTWM HacleaoBaHWs MpPU3Ha-

Ka — OnpeaenuTb TUMN HacneaoBaHUs (AOMMWHAHTHOE,

peLLecCUBHOE, ayTo- MM TOHOCOMHOE);
® YCTAHOBWTb HOCMUTENEN reHa, Bbi3biBalOLLEro pasBuTHEe

60N1e3HW; OLEHWUTb MEHETPAHTHOCTb (4acTOTbl MposiBle-

HUS) reHa;
® OnpeaennTb FEHETUYECKUM PUCK (BEPOSITHOCTb poXKae-

HUSA BONbHOro pebeHkKa).

CocTtaBneHUe popocsOBHOM HaynHaloT co cbopa cBe-
[EHUN O cemMbe KOHCyNbTMpylolerocs unn npobaHaa. KoH-
CYNbTUPYIOWMMCS Ha3blBalOT ML, 06paTUBLLEECS K Bpayy,
WK NepBoe Lo, NonasLlee B Noje 3peHns uccnegosaTens.
[po6aHa — 60NbHON WM HOCUTENb U3yHaemoro npu3Haka.
Bo MHOrMx cnyyasx KOHCYNbTUPYOWMICA U NpobaHy ABNASIOT-
CS OAHUM M TEM e NnuoM. [leTen 0gHOM POAUTENBCKOM Napbl
HasblBaloT cnbcamu (6patbst U cectpbl). Cemben B y3KOM
CMbIc/ie 0603HaYaloT POAUTENLCKYIO Mapy U Ux AeTen, HO UHO-
roa v 6onee WWMPOKUI KPYr KPOBHbLIX POACTBEHHWKOB, XOTS
B MOC/NEAHEM C/ly4ae nyylle NPUMEHSATb TEPMUH «POf».

BaAnM3HeL0BbI MeToj OCHOBAH Ha CPaBHUTENIbHOM aHa-
/IN3€ YacToTbl BCTPEYAEMOCTM OMNpPeAeNIeHHOro npu3Haka
B pa3HbIX rpynnax 6/M3HELOB, @ TaKXKe Ha COMOCTaB/IEHUN
C MapTHepamMu MOHO3WUIOTHbBIX Nap mMexay cobon u obuien
nonynaumen. MaeHTM4HOCTb BU3HELLOB NO aHann3upyemo-
My NPU3HaKy 0603Ha4YaloT KaK KOHKOPAAHTHOCTb, a OTIu-
yne — KaK AMCKOPAAHTHOCTb. Ponb HacneAacTBEHHOCTU
1 GaKTopoB cpeflbl B BOSHWUKHOBEHMMU NATONOMMK y 6IM3HE-
LLOB OLLEHMBAIOT MO crneyunanbHbiM GopMynam.

LiuToreHeTnyeckasa AguarHoCTMKa OCHOBaHa Ha MUKPO-
CKOMUYECKOM WM3YYEHWW XPOMOCOM C LEeNbl0 BbISBAEHUS
CTPYKTYPHbIX HapyweHW B XpPOMOCOMHOM Habope (KapuoTu-
nupoBaHuKe). B KavyecTBe Matepuana UCnosb3yloT TKaHeBble
KyNbTypbl ¢ 60/1bWIMM YUCIIOM AENSALLMXCS KNETOK, Yalle TMM-
dounTbl NepudepmnyecKon KpoBu. XPOMOCOMbI Ha CTaguu
meTadasbl M3y4aloT Mpu MOMOLUM CreLmanbHbiX METOAO0B
OKpalMBaHUS U COCTaBASAIOT MAMOrPaMMbl (CUCTEMATU3NPO-
BaHHbIE KapWOTUMbl C PACMONOXEHUEM XPOMOCOM OT Hau-
6O/blUEN K HaWUMEHbLUEen), YTO MO3BONSET OOHapyKMBaTb
reHOMHbIE€ ¥ XPOMOCOMHbIE MyTaLUH.

BuoxumuyecKkaa auMarHoctuka 6as3upyetca Ha uayde-
HUM BUOXMMUYECKMX MOKa3aTesen, oTpaxatoLmx CyLLHOCTb
60ne3HU (Hanpumep, aKTUBHOCTb (GEPMEHTOB, Hanu4vue
NaToNorM4eCKNX MeTaboNnTOB, KOHLIEHTpauus KOMMOHEH-
TOB pepMeHTaTMBHOM peakumm). O6beKTaMu uccnegoBaHmns
ABNAIOTCA METab0/IMTbl BGUONIOTMYECKUX HUOKOCTEN U Kie-
TOK (Hanpumep, deHnnanaHnH Npu GeHUNNUMPOBUHOrPaLHOM
onuroppeHnn; KETOHOBbLIE Tena Mpu caxapHoM [uabeTe),
aHomasbHble 6eflkn (Hanpumep, reMorfiobuH Npu remorso-
6uHonaTtusax), aedexTHble GepMeHTbl (Hanpumep, XOJIMH3C-
Tepasa, ryTaTUOH-NEPOKCHaa3a, KaTtanasa).

Mpn nomouwm metoaos monekynspHon HK-anarHoctnkm
nccneayoT NocnefoBaTelbHOCTb PACNONOXEHUSA OTAENbHbIX
HYK/IEOTMAOB, BbIAENSAIOT reHbl U MX dparMeHTbl, ycTaHaB-
JIMBAIOT UX Hanuymve B U3yvyaeMblx KieTkax. K yucny Hau-
6onee 3dPEKTUBHLIX METOLOB OTHOCHATCH rMOpPMAM3aLLUA
[1e30KCUPUBOHYKNenHoBOM Kucnothl (AHK) (6n0TTUHT, in situ
W T.4.), KnoHupoBaHve JHK, nonumepasHasa uenHas peak-
umsa (NUP).

Mmoepuausauuo OHK npumeHsaoT ana onpeaeneHus
nopsiika pacnosioXeHUsa HyKNeoTUL0B B UCCelyeMOM reHe-
TMYECKOM Matepuarne.

Bnot-ruépuamnsaumnio UCMonb3ylT ANA 0O6HapPyKeHUs
MHTEPECYIOLWMX (B T. Y. MyTaHTHbIX) FEHOB.

MUP (cneunduyeckas amnandukaumsa HebobLLOro y4acT-
ka [OHK) Heobxoauma ans u3yyeHus MecT npefnonaraembix
MyTauun 1 apyrux ocobeHHocTen cTpyKtypbl AHK. Ana uccne-
[lOBaHUS MOXHO MCNONb30BaTh N1t060N BUONOrM4ecKnin mate-
puan, cofepxawmn JHK (Hanpumep, KycoveK TKaHM, Kano
WK NATHO KPOBMW, CMbIB MOSIOCTU PTa, JIYKOBHLLY KOPHS BOSOC).

Buonornyeckoe mopaenupoBaHue nMpPOBOAAT AN
aHann3a BO3MOXHbIX FEHEeTUYECKUX AedEeKTOB YenoBeKa
C UCNoNb30BaHWEM B KayecTBe OObEKTa WCCNefoBaHWUA
XMBOTHbIX (340POBbLIX WX MYTaHTHbIX), @ TaKXXe AN uly4ye-
HUS BO3MOXHbIX MyTareHHbIX W TepaToreHHbix 3ddeKToB
NleKapCTBEHHbIX CPEACTB U APYr1x areHToB, Ang pa3paboTku
METOLOB reHHOW UHXEHEePUH.

NMPUHLIMNBI NEYEHUA HACNEACTBEHHbIX

®OPM MATOJ/IOIUHA

JleyeHne HacneacTBeHHbIXx 6one3Hen (npu cobnioge-
HUWM MHOMBUAYANbHOrO XapaKkrepa nomoln) GasupyeTcs
Ha 3 OCHOBHbIX MPUHLMMAX: 3TMOTPOMHOM, MaToreHeTnye-
CKOM M CUMMNTOMaTUYECKOM.

9THOTPONHLII NPUHLMUN JIeYEHUS HanpaB/eH Ha ycTpa-
HeHue MpuYMHbl 3aboneBaHus. C aToOM Uenbio paspabatsl-
BalOT, anpoGMPYIOT M YacTUYHO MOFYT MPUMEHSTb MEeTOAbl
KOPPEKLIMK TeHeTUYecKnx AedeKToB, Ha3blBaeMble FeHHOW
Tepanuei. Lenblo reHHoOM Tepanuu SIBNSETCA BHECEHWe
B KJIETOYHbIN TE€HOM HOPManbHO 3KCMpPeccHpyloLwerocs
«3[0POBOro» reHa, BOCMOMHAKWEro GYHKLMIO MYTAHTHO-
ro («6onbHoOro») reHa. KoHeyHas 3ajgavya — BHeApeHue
HOpPMasiIbHOrO reHa B FEHOM K/ETOK MOPaXKEHHOro opraHa.



3Ty npoueaypy BbINOAHAOT NOCPeACcTBOM TpaHChOEKLUU —

BBE[EHUS B FEHOM K/IETKM BEKTOPA, COAEPIKALLEro HYXHbIN

W 3[40pPOBbIA FEeH YenoBeKa. B KavyecTBe BEKTOPOB 0ObIYHO

Mcnonb3ylT MoandUuuMpoBaHHble (AedeKTHble MO penu-

Kauwun) Bupycbl (peTpo-, ageHo- 1 ap.). B KayecTBe KneTok-

MULLEHEN AN reHHOW Tepanuu NPUMEHSIOT TONIbKO COMaTu-

YecKue (He NonoBble) KNETKU-HOCUTENIM NaTOrEHHbIX FEHOB.
MaToreHeTUYECKUIA NMPUHLUN JIe4EHUA HarpaBfieH Ha

paspylueHne Luenu natoreHesa 3aboneBaHund. [Ang 4oCTUKe-

HWSI 3TOWM L&Y UCNOJb3YIOT HECKOIbKO METOA0B:

°* 3aMecTUTEJIbHYI0 Tepanuio — BBEAEeHWE B OpPraHu3Mm
AedULMTHOrO BELLECTBA, HE CUHTE3MPYIOLErOCs B CBA3M
C aHOManuen reHa, KOTopblM KOHTPOAUPYET NPOAYKLMIO
JAHHOro areHTa, Hanpumep, MHCYMHa NpuU caxapHOM
anabeTe, COOTBETCTBYOWMX PEPMEHTOB MNpU rUKore-
HO3aX M arfMKoreHo3ax, aHTUreMoPuIbHOro rnobynnHa
yenioBeKa npu remModunmu;

° KOppEeKuuIio metabonuMama nyreM orpaHuyeHus nona-
[JaHWs B OpPraHn3Mm BelecTB, MeTaboNnYeCcKM He ycBau-
BatoLMXcsa UM (Hanpumep, GeHnnanaHnmHa Unn naxkTo3sbl),
BblBEAEHMS U3 OpraHn3Ma MeTabonnToB, HaKanauBato-
LMXCA B HEM B M30ObITKE (Hanpumep, GeHUINMUPOBUHO-
rpagHON KWUCNOTbl WKW XONECTEPUHA), PErySaLMK aKTUB-
HOCTU pepMeHTOB (Hanpumep, NoaaBfieHUe aKTUBHOCTH
KpeaTUHPOCHOKMHA3bl NMPU OTAENbHbIX BWAAX MUOAU-
CTpOdUM, aKTMBaAUMA NUNOMNPOTEMHIMNA3bl KPOBKU MNpu
rmnepxonecTepuHeMmnn);

°* XMpPypruyecKoe yctpaHeHue paedeKToB (K npumepy,
CO3/JaHu1e WyHTa MeXy HUKHEW NoSIoM U BOPOTHON BEHOM
Y NaLMEHTOB C «renaToTPONHbIMU» FIMKOreHo3amu).
CumnTomMaTU4yecKasa Tepanua HeobxoaMma ans yctpa-

HEHWS CUMMTOMOB, YCYry6nsioWmx COCTOSHWE nauneH-

Ta (Hanpumep, NMPUMEHEHWE BELECTB, CHWMMKAIOLWMX BA3-

KOCTb CEKPETOB 3K3OKPWHHbBIX Kene3 Npu MyKOBWUCLMAOSE;

XMpYpruyecKoe yaaneHne AONONHWUTENbHbIX NanbueB U/unm

NepeMbIHYeK KOXM MEXAy HUMMW NpU NOSIU- U CUHAAKTUINK;

BbIMOMIHEHWE MACTMYECKMUX onepaumi npu gedpekTax nuua,

NopoKax cepaLa MU KpyrHbIX COCYAoB).

MPO®UJIAKTUKA
Llenb npodunaktMyeckoro HarnpaBieHUs MeaULMHCKON
reHETUKM — MNPeaoTBPaTUTb MU CHU3UTb PUCK BO3HMKHO-
BeHWs 3abonieBaHui. 3Ta LeNb MOXKeT OblTb AOCTUIHYTa Ha
4 3Tanax MHAMBUAYaANbHOIO Pa3BUTUS:
® MperamMeTM4yecKoMm (OxpaHa 340POBbS YeSI0BEKA B PeNpo-
OYKTMBHOM BO3pacTe, oXpaHa OKpyKatowen cpeabl);
® MpPe3nroTHOM (HanpuMep, UCKYCCTBEHHAsS MHCEMUHALMS,
MEAMNKO-TEHETUYECKOE KOHCYIbTUPOBAHME);
® [peHaTanbHOM (BCE BUAbI AOPOAOBON ANArHOCTUKN);
e [oCTHaTanbHOM (paHHee BbiiBNEeHWE W NpodUNaKTMKa
3ab60/1eBaHUa — 4O MOMEHTa pa3BUTUSA CUMNTOMOB).

CMUCOK PEKOMEHAYEMOW JIMTEPATYPbI

1. JNutBuukui MN.d. Natodunaunonorua. M.: FOOTAP-Meagna. 2012;
1:59-91.

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

MeTtoabl NpodUNaKTUKHK

MepauKo-reHeTU4eCKoe KOHCY/IbTUPOBaHUE SB/SETCH
OCHOBHbIM BMAOM MPOOUIAKTUKM BPOXKAEHHOW W Hacnen-
CTBEHHOM naTonorun. 3ajava KOHCYNbTMpPOBaHWs — chop-
My/MpoBaTb MPOrHO3 Ans NOTOMCTBA, TeyeHus 3abonesa-
HUWS, Ka4YeCcTBa XU3HW 1 340POBbS.

MpeHaTanbHaa AuarHocTUKa ocywecTteasetcs B | u
Il TpumecTpe 6epeMeHHOCTH (B Nepuoabl, Koraa BO3MOXHO
npepbiBaHne 6epeMeHHOCTM NpU OBHAPYKEHUK NaToornu
nnoga). C aton uenbto NpoBOASAT:

° yNbTPa3BYKOBOE WCCNefoBaHWe, KOTOpOoe MNo3BONsAET
YCTaHOBUTb HanuMyne 6epemMeHHOCTHU, KOIMYECTBO MNo-
[10B, BbIIBNATb rpy6ble aHOManuun nnoja;

e BGMOXMMMUYECKME NCCNEeLOBaHMS CbIBOPOTKM KPOBM MaTe-
pu ansa onpefeneHuns KOHUeEeHTpauun a-beTonpoTenHa,
XOPUOHNYECKOr0 rOHaA0TPOMNMUHA, HECBSI3AHHOIO 3CTPMO-
Nla 1 Apyrux BeWecTB € Lebio anarHocTnku BIP v cKpu-
HWHIa XpPOMOCOMHOM NaToN0rnu;

e ¢deToCcKONUIO, KOTopas obecrnedvynBaeT npsaMoe Habnio-
[leHve naoga ¢ MNOMOLbI0 crneunanbHOM ONTUYEeCKOM
cUCTeMbl, MO3BOASET AMarHoctupoBaTb 3abosieBaHUs
KOXW, HapyweHWs pa3BUTUSA NOSTIOBbLIX OPraHoB, AePEeKTbI
/i@, KOHEYHOCTEN M nanbleB, NPOU3BOAMTbL BGUOMCUIO
TKaHen nnoaa;

® UMTOreHeTM4yecKkne, GMOXMMMUYECKME W MOJIEKYNSAPHO-
reHeTM4yecKne uccneaoBaHWs KNETOK M TKaHen nnoga
n/Wnn matepu.

MpeKNNHUYECKYI0 AUArHOCTUKY (CKPUHWHI) NpoBOAAT
C Le/iblo paHHero o6HapyXeHns HacneacTBEHHbIX 60n1e3Hen
obMeHa BelecTB Y HOBOPOMXKAEHHbIX. CKPUHWMHIY noanexar
3aboneBaHnsa o6MeHa:

° npuBoOAsSLIME K TMOENN UK MHBaNUaM3aumm (6e3 paHHe-
ro BbISIB/IEHWS U CBOEBPEMEHHOrIO fieveHuns) pebeHKa;

e BCTpevallmecs ¢ 4acToton He pexe yem 1:20000-
1:50 000 HOBOPOK/AEHHBIX;

°*  pumeroume adPeKTUBHbIE U SKOHOMMUYHbIE METOAbI Npea-
BapUTENbHOMO BbISIBJEHUS.

AucnaHcepu3auua cemen C HacneACTBEHHOW NaTono-
rMen BbINOMHAETCS AN NpeaynperKaeHus poxaeHus 601b-
HOro pebeHKa unm 3a4aTvs aHomanbHOro nnoga (nepBuyHas
npodunaKkTmka).

KOHTPO/b MyTareHHOM onacHOCTU GpaKTOPOB OKpPYKa-
IoWen cpeabl peannsyetcs nyteM npefoTepalleHus o6paso-
BaHUWS, CHUXKEHUS COAEPXKaHWs, AIUTENbHOCTU U/WNK CUflb
[JENCTBUSA Ha OpPraHU3M XMMUYECKMX, GU3NYECKMX U BMONO-
TMYECKUX MYTareHHbIX areHToB. [JOCTUraeTrcsi KOMMIEKCOM
OpPraHn3aLMOHHbIX M TMTMEHUYECKMX MEP Ha NPOU3BOACTBE,
B YYPEKAEHUSAX U BbITy (Hanpumep, BO3BEAEHNEM OYUCTHbIX
COOPYXEHUN, NMPUMEHEHMEM Ccrneuoaexabl, OYMCTKON BO3-
[yxa, BOAbl U MPOAYKTOB NMUTaHMs, UCNOJIb30BAHNEM CPEACTB
NPOTMBOPaAMALIMOHHOM 3alM1Thl).

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.
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HenpepbiBHOE NpodeccuoHanbHoe oGpa3oBaHue

QyoarenEDd

2LONE R

JegLURhEN NOoOgPNEO O

®

KOHTPOJIbHbIE TECTbI

O HacneacTBEHHOM XapaKTepe 3a6oneBaHUA CBU-
aeTenbcrByerT: (1)K

BblCOKasi KOHKOPAAHTHOCTb 60/1E3HMN Y pPa3HOSANLEBbIX
6/IM3HEL0B, XUBYLLMX B OAMHAKOBbIX YCIOBUSX
BbICOKasi KOHKOPAAHTHOCTb 60/IE3HM Y OAHOSMLIEBbIX
GNM3HELOB, XUBYLLMX B Pa3HbIX, PE3KO KOHTPACTUpPYHO-
LLMX YCNIOBUSIX

HU3Kas KOHKOPAAHTHOCTb 60Ne3HM Yy OAHOANLEBbIX
6/IM3HELOB, XUBYLLMX B PA3HbIX YCIOBUAX

XpomMocoMHbIMU Gone3HaMU aBafaoTca: (4)
GEHUNKETOHYPUS

6ones3Hb JayHa

CepnoBUAHO-KNETOYHasA aHeMUS

remodununs

4aNbTOHU3M

cuHapom KnanHdenbrepa

cuHapom Lepewesckoro—TepHepa

CUHAPOM TPUCOMUK X

BepHo, uto npu: (3)

cunapome Lepelwesckoro—TepHepa — 1 Tenbue bappa
cunapome KnanHdenstepa MoXeT 6bITb 2 Tenbua bappa
CUHApPOMe TpucoMmmn X — 2 Tenbla bappa

6onesnn layHa — 3 Tenbua bappa

cuHapoMe KnanHdenstepa MoxKeT 6biTb 1 Tenblie bappa

Mo ayTocOMHO-AOMUHAHTHOMY TUNY Hacneaylotcs: (2)
GEeHUNKeTOHYpUa

6/11M30pYKOCTb

LaNnbTOHU3M

NonnAaKTUINS

BepHo T0, 4TO: (2)

reH, onpeaensiiowni JOMUHAHTHYIO MaTONOrMi0, MOXKET
coaepaTbcs B reHoTune GeHoTUNUYECKM 300POBbIX KLY
reH, OnpeaensitounMn pPeLeccMBHYIO MaToNOrMI0, MOMXET
coaepaTbcs B reHoTune GeHoTUNUYECKM 300PO0BbIX LY
peLeccnBHas NaToIorns MOXET He NPOSBNATLCA B paae
MOKONEHUM

peLeccuBHas MaTofiorns nNposiBNaeTcs Bcerga 4vyepes
OAHO MOKONEHNE

[IOMWHaHTHasl NaToNorMs MOXKET MMHOBATb P/ MOKONEHWUIN

Mo gomuHaHTHOMY TUNY Hacnepytotcs: (3)
arammarnobynnHemus bpytoHa

NoAMAAKTUANS

anbOUHU3M

anKanToHypwus

LaNbTOHU3M

6paxnagakTunma

cocyauctasl remoounmng tTuna GoH BunnebpaHaa

Mo peueccuBHOMY TUNy Hacnepytotca: (4)
arammarnobynuHemus bpytoHa

NoNNAaKTUANG

anbOUHU3M

anKanToHypus

[aNbTOHU3M

6paxuaaKTUIma

cocyamcTaa remobunua Tuna ¢oH BunnebpaHaa

Mo peueccuBHOMY TUMY, CLLEMJIEHHOMY C XPOMOCO-
mon X, Hacnepgytotcs: (3)
deHMNNMpoBMHOrpagHas oMrodpeHuns

X — 4yncno npaBubHbIX OTBETOB.

gogseN

©

cuHapom MapdaHa
remodpunmsa A
remodunusa B
remoodunus C
LanbTOHU3M

Mpu3HaKn BPOXKAEHHbIX Go/ie3HEeW C U3MEHEHHOW
reHeTU4ecKom nporpammoii: (3)

NposiBNSieTcs B POAOCTIOBHON HE MEHee 4YeM B 2 MOKO-
NEeHUAX

He NPosIBNSeTCH B POJOCNOBHOM AAaHHOMO NauueHTa
MOryT nepeaaBaTbCs MO HacnecTBY OT 3ab0neBLUMX
poauTenen NoToMmKam

€CTb aHOMa/inn B reHETUYECKOM NporpamMme nauueHTa
HET aHOMasni B reHETUHECKOM NPOrpaMme, HO MEXaHU3M
nepeaayn HacneacTBEHHOM MHPOPMaLMK HapyLLeH
BO3HWMKAIOT B pe3y/bTaTe aHOManWi TONIbKO MOM0BbIX
XpOMOCOM

BO3HMWKAIOT B pe3ysibTaTe aHOManui TONbKO ayToOCOM

Mo HacnepacTBy He NepepjaloTca cneaylowue 6ones-
Hu: (3)

rMNoreHuTanbHble

XPOMOCOMHbIE

reHOMHble

reHHble

cybneTtanbHble

netalnbHble

NONYLOMUHAHTHbIE

HacneacTtBeHHas npeapacnonioKeHHOCTb UrpaeT cy-
LWeCTBEHHYI0 POJib B BO3HUKHOBEHUMU U pa3BUTUM: (3)
remopunmm A

remoodunumn C

caxapHoro gvabeTa

rMNEePTOHNYECKON 6ONIE3HU

anbbuHU3Ma

aTepocKieposa

OCHOBHbIMU MeXxaHM3MaMMu peanusauun UHPOp-
MaLMuK NaToreHHbIX reHOB Yy B3POCJ/IOro YenoBeKa
asnalrtca: (6)

npeKpalleHre cMHTe3a CTPYKTYpHOro 6enka
npekKpalleHne cuHTe3a GepmeHTa

npeKpaleHne cuHTesa nHpopmaunoHHon PHK

CUHTE3 MHbOpMaLMoHHOM PHK, KoaupyloLwen CTpyKTYpy
aHomasnbHoro 6enka

CMHTE3 NaToN0rMYecKoro 6enka

CUHTE3 3IMOBPUOHAIbHOro 6eMKa

TpaHcnoKauums reHa

MHCEepLNS reHa

K HacnepcTBeHHbIM 3a60JieBaHUSAIM, CLieMJIEHHbIM
C NoJiom, oTHocATcA: (3)

anKanToHypus

NoNMAaKTUANS

remodunmsa A

[aNbTOHU3M

anbObUHU3M

cuHapom JayHa

PEHUNKETOHYpUSA

arammarnobynnHemusa bpytoHa

MyTauum reHoB cNoCOGOHbI Bbi3BaThb: (3)
runeptoHnyeckui pacteop NaCl
MOHM3UPYIoLLas pagnaums



3) cBO6GOAHbIE paguKanbl

4)  OHKOGENoK

5) AeHaTypupoBaHHbIM 6eNoK
6) Mo4yeBMHa

7) dopmanbaerug

15. TMpwu HapyLeHUU pacxoKa4eHHUsA NosIoBbIX XPOMOCOM
pasBuBatorca: (4)

1) cwuHapom [dayHa

2) cuHapoMm KnanHbenbstepa

3) CUHAPOM TpUCOMMKU X

4) cuHgpom LWepelweBckoro—TepHepa

5) cuHgpom MapdaHa

6) remoduaunsa A

7) remoodunua B

8) cuHapom YO

16. B penapauuu [AHK y4yacTtByloT cnepymouwme ¢ep-
MEeHTbI: (3)

) PecTpuKTasbl (3HAOHYKIeasbl)

) cynepokcuaaucmyTasa

) deHunanaHnHiekapboKcHnasa

4) [AHK-3aBucumble AHK-nonnmepassbl

5) [OHK-nurasbl

6) HYKNeo3uaKuHasbl

7) [OHK-3aBucumble PHK-nonvmepassbl

WN P

17. K 1306bITOYHOMY HAKOIUJIEHUIO MPOJYKTOB MeTa6o-
NIM3Ma NPpUBOJSAT TaKUe 3H3UMoNnaTuu, Kak: (4)

1)  deHUNKeToHypus

2) anbbuHM3m

3) remodununsa A

4)  anKantoHypwus

5)  rukoreHos tmn lll

6) ranakTo3lemus

18. [leHeTpaHTHOCTb NAaTOreHHOro reHa onpeaenser: (1)

1) TAXKECTb KIMHWYECKOro NposiBieHNs 3a60/ieBaHmUs

2) BEpPOSATHOCTb GEHOTUMUYECKOrO NPOSIBNEHUS FreHa

3)  MHOXEeCTBEHHOCTb NPOSABAEHUI MyTaLMK OAHOTO U TOrO
e reHa

19. K 3a6oneBaHMAM C NOJIMreHHbIM TUNOM HacseaoBa-
HUA oTHocAaTcS: (4)

1) remodunua

2) ankanTtoHypus

3) 93BeHHas 60ne3Hb

4)  deHUNKeToHypua

5) cuHgpom [ayHa

6) caxapHbii gnabet | TMna

7) annepruyeckue 60Ne3HU (aToNUK)

8) runepTtoHMYecKas 601e3Hb

20. Cunapom [layHa xapaKtepu3yetcsa: (5)

1) cnaboymuem

2)  MbIWEYHON rMNepTOHNEN

3)  MOHronouaHbIM TUNOM LA

4)  CHWXeHWeM UMMyHuTeTa

5) yMeHblleHMEM pa3MepoB Mo3ra

6) yBeAMYeHWeM pa3MepoB Mo3ra

7) «0b6e3bsiHben CKNagKon» Ha nagoHu

8) BbICOKOWM 4aCTOTOM BO3HMKHOBEHUS NIEMKO3a

KOHTPOJIbHbLIE CUTYALLUOHHBIE 3AAAYH

3agava l

3a0poBas XKeHuwuHa H., y Kotopon oTtel, 60neH remodu-
nven A, a maTb 340poBa, 06paTniack B reHETUYECKYIO KOH-

CynbTaLuio C BOMPOCOM, BefIMKa /I OMacHOCTb NOABAEHMUS
3TOM 60N1€e3HM y ee BHYKOB. Cynpyr H., KaK 1 Tpoe ux geten —
CblH ¥ AB€E JoYepu, — 340POBbI.

Bonpochbi:

1. KaKoB TMN HacnenoBaHWs U 4eM 06yCnoBAEHO pa3BUTHE
remodunuum A?

2. BO3MOXHO N1 pa3BuTne netasbHOM GOpPMbl AaHHOM
natonorum?

3. Kak BenvMka BeposATHOCTb MOSABNEHUA 3TOW 6GONE3HMU
Yy BHYKOB MO CbIHOBHEW TMHUN?

3apava 2

bepemeHHas eHuwwnHa C. o6patnnacb B reHeTUYECKYIO
KoHcynbTauumio. OHa cooblumna, 4YTo ee cectpa Mo mMaTepu
(oTUbl pas3Hble) 6onbHa GeHUNKeToHypuen. B pogy cynpyra
C. 6b11m 6paku Mexay 61M3KUMU POACTBEHHUKAMM, HO HUKTO
13 feten He 6onen dpeHunKketToHypuen. O6cneqoBaHne KeH-
WwmHbl C. 1 ee cynpyra He BbIABUI0 OTKIIOHEHWH B COCTOSAHUM
WX 340POBbA.

Bonpochbi:

1. HacKonbKo BenuKa 0NnacHoOCTb pa3BUTUS PEHUNKETOHY-
pun y ceiHoBen C.?

2. KakoB BO3MOHbI MEXaHW3M BO3HWKHOBEHMWS BPOXK-
AeHHON GOpMbl GEHUTKETOHYPUN?

3. KakoB matoreHe3 OCHOBHbIX MPOSIBAEHUIN 3TOro 3abone-
BaHMA?

4. KakuMMm 06pa30oM OCyLLECTBASETCS paHHee pacno3HaBa-
HUe GEHUNKETOHYPUU Y HOBOPOKAEHHbIX?

5. Bo3MO)Ha nu npodunaktuka GeHUINMpoBUHOrpagHoOn
onurodpeHnn y peten?

3apava 3

B reHeTM4eCcKoM KoHcynbTaumn 3. cooblumnna, YTo ee cectpa
60nbHa TsXenon GopmMon CeprnoBUAHO-KIIETOHHON aHeMuu,
M YTO cCama OHa 1 ee Cynpyr NPaKTMYeCKK 340P0BbI. 3. UHTEPECY-
€T, BE/IMKa /I ONaCHOCTb NOSIB/IEHUS ATOW GONE3HM Y ee JeTeN.

[ns oTBeTa Ha Bonpoc y 3. U ee cynpyra uccnenosa-
v TUNbl remorno6uHa (Hb). UccneposaHue nokasano, 4To
B aputpouutax 3. cogepxutca: HbA — 70% n HbS — 28%.
B aputpouuntax cynpyra: HbA — 98% n HbS — 0%.

Bonpochbi:

1. KaKoB T1n HacneaoBaHUs CepnoBUAHO-KIETOYHOM aHEMUN?

2. KakoBa BeposATHOCTb poXaeHUs y 3. aeTen, cTpagatoLmx
CepnoBUIHO-KNETOYHOM aHeMUen? ECTb M BEPOSATHOCTb
poxaeHusa y 3. aeten GeHoTUNUMYECKM 340POBbIX, HO UMe-
IOWKUX B FEHOTMUMNE aHOMasbHbIM FeH, Kogupyouwmmn HbS?

3. CBaA3aHa N1 BEPOATHOCTb (GEHOTUMUYECKOTO (KAUHU-
4YeCcKOro) nposiBNeHuns JaHHOro 3aboneBaHus € MoJsioM
OyayLWnxX AeTen WeHWwmHbl 3.7

4. B KaKux crydyasx MOXHO OXuaaTb ONACHOro ANs KU3HM
ycyrybneHus Te4eHus atoro 3aboneBaHua?

3apavya 4

MccnepoBaHue YacToTbl BO3SHUKHOBEHUS pa3Hbix 60n1e3s-
Hew cpel MOHO3UIoTHbIX (M3) 1 AnauroTHbix (43) 61n3He-
LLOB BbISIBU/IO, YTO YacToTa cocTaBuna:
a) ansa wuzodbpeHnn —y M3 =87%, y A3 = 4%;
6) ckapnatuHbl —y M3 =94%, y 13 = 95%;
B) nonnomuenuta —y M3 = 44%,y A3 = 39%.

Bonpocbi:

1. Yemy paBHbl KO3QbULMEHTLI HacneayeMocT XONbLWH-
repa ana Kaxkaon 601e3Hn?

2. KaKkoBa ponb HacneacTBEHHOrO M cpefoBoro daktopa
B BO3HWUKHOBEHMM YKa3aHHbIX 601e3Hen?

~
~
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BAPUAHTbI OTBETOB HA KOHTPO/JIbHbIE TECTbI 4. PaHHee pacno3HaBaHuWe (GEHUKETOHYPUU Yy HOBOPOXK-
[EeHHbIX 0o6ecneymBaeTcs onpeaeneHmemM ypoBHsa GeHunn-

1—2 2—2,6,7,8 ajlaHnuHa B nyiadMme KpoBu M deHunnupysata B Moye
3—1,2,4 4 —24 cpasy nocne poxaeHus.

5—2,3 6—2,6,7 5. Paz3Butrve 601€3HU MOMXKHO NPeaoTBPaTUTb, ECAU 3HAYU-
7—1,3,4,5 8—3,4,6 TENbHO CHU3WUTb NpUeM deHunanaHuHa ¢ nuuen. Takon
9—23,4 10— 1,5,6 OMEeTbl PEKOMEHOYETCSA NPUAEPHKMBATLCA MOCTOSHHO.
11—3,4,6 12—1,2,3,4,6,7

13—3,4,8 14 —2,3,7 OTBeTbl Ha BONPOCbl K cUTyaLMoOHHOM 3agade N2 3
15—2,3,4,8 16 —1,4,5 1. S-remornobuHonaTnsa — ayTtocoMHas naTtosiorus, Hacne-
17— 1,4,5,6 18 —2 [yeTcs No JOMUHAHTHOMY TUMY.

19 —-3,6,7,8 20—1,3,4,7,8 2. Cama 3. (B OT/M4MEe OT CBOEW CecTpbl) He 60/bHa

~
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HenpepbiBHOE NpodeccuoHanbHoe oGpa3oBaHue

BAPHUAHTbI OTBETOB HA KOHTPOJIbHbIE
CUTYALLUOHHBLIE 3AQAYU

OTBeTbl Ha BONPOCHI K CUTYaLMOHHOW 3ajave N2 1
femodununsa A HacnegyeTcs Mo peLecCUBHOMY, CLEMNEH-
HOMY C XpomocoMow X, Tuny. 3ta Gopma NaTonornm ces-
3aHa ¢ gedmumnTtom paktopa VIl cBepTbiBaHUS KPOBM.
JNletanbHaa ¢opma BO3MOXHa MPU CHUXKEHWW YPOBHS
dakTtopa VIl B KpoBn o 0—1% No OTHOLIEHMIO K CpeaHEN
HopMe; cybneTtanbHas — Ao ypoBHS 1-5%.

BeposTHOCTb NoaBAEHUss reMopuUanmn A y BHYKOB XKEHLLK-
Hbl H. N0 CbIHOBHEN NUHUK paBHa O, Mo Ao0YEPHEN NTNHUK:
6,25% — reHOTUNNYECKN U DEHOTUMUYECKU OONbHbIE
BHYKM; 6,25% — reHoTUNMYecKn 60/bHble BHYYKMU (PEeHO-
TUMUYECKM BCE BHYYKM 340POBbI).

OTBeTbl Ha BONPOChI K CUTyaLMOHHOW 3agayde N° 2
DeHUNKeToHypus Hacnegyetcs No ayToCOMHO-peLec-
CMBHOMY Tuny. Ecnan cynpyr He sIBAsieTCs HocuTenem
MYTa@HTHOIO reHa, TO BEPOATHOCTb 3a60/1eTb Y MOTOMKOB
C. npaKTUyYecKn 6n3Ka K Hysto.

B ocHoBe naTtoreHesa 60/bWKWHCTBA ClyYaeB 3aboneBa-
HWUS NIEXUT yTpaTta CrnoCOBHOCTU CUHTE3MpOBaTb GeHWUI-
anaHuH-4-MOHOOKCHIeHasy, NnpeBpaLiatoLLyo peHvunana-
HWH B TUPO3KH.

OCHOBHbIMU KITMHUYECKUMM NPOSIBNEHUAMU DEHUNKETO-
HypUK ABASKOTCS: ONMrodpeHns, natonornyeckue ped-
JIEKCbI, 3NUAenTMYecKne npunagku. [pyroe HasBaHue
3aboneBaHua — GeHUNNUMPoBUHOrpagHas onurobpe-
HMS. MpKUYMHBI TOYHO He ycTaHoBeHbI. [peanonaraercs
NOBPENKAEHNE HEPBHBLIX KNETOK MPOAyKTamu MeTabo-
nm3ma deHunanaHuHa, BO3MOXHO, GeHUINUpyBaToM.
MoxKeT UMeTb 3HaveHne aucbanaHc aMUHOKUCNOT B LiEeH-
TpanbHOM HEPBHOWM CUCTEME.

CEepPnoBUAHO-KIETOYHON aHeMuen, a SBNFeTCcH JUlb
Hocutenem reHa HbS. B paHHOM cnyyvae Bce ee [eTu
OyoyT peHoTMnMyeckn 340poBbl, HO 50% aeten 6yayT
MMETb aHOMaJlbHblE FeHbI.

3. He 3aBucur.

4. B ycnoBuSIX TMNOKCUK, KOTAa YCUIMBaETCS auccoumnaumns
OKCcUremornobuHa (Hanpumep, BO Bpems npebbiBaHUA
B BbICOKOTOPHOM MECTHOCTU WU MPU KPYNO3HOW MHEB-
MOHWU, BONbLLION PUBNYECKON HArpy3Ke, Nog AENCTBUEM
HapKo3a).

OTBeTbl Ha BONPOCbl K CUTyaLMOHHOW 3ajade N2 4
1. KoadoduumeHT Hacnegyemoctn XonbuuHrepa (H) xapak-

TEPU3yeT POJib FEHOTUNA B Pa3BUTUM MOHOrEHHOM WK

NOAUreHHOM 6ONEe3HW.

KoadduumeHT H paccumtbiBatoT no popmyne:

KMS - K,CLB
H= m X 100%,

roe Kys — MPOLEHT KOHKOPAAHTHBLIX MO AaHHOMY Mpu-
3HaKy (60nes3Hu) y AaHHOM BbIGOPKM MOHO3UIOTHbIX 6/1M3He-
LIOB MO OTHOLIEHWIO KO BCEW MX nonynsiuuu, Kys — npoueHt
KOHKOPAAHTHbIX MO AaHHOMY NPU3HaKy (601e3HM) y AaHHOM
BbIOOPKM AN3UTOT MO OTHOLLEHMIO KO BCEN UX NOMNYNSALIUN.

H g wnsogpennn = 86,5%.

H = 40%.

H
2. 3Has KoadbnumeHT H, MOXKHO paccymTaTb KOIQOULMEHT

ANA CKapnaTuHbl

= 0,
[Na nonuomuenuta — 872/0

E, xapaKtepuayowmi BKnag cpeaoBbix GakTopos B pas-
BUTWUM TOWM e 60ne3HU No dopmyne:

KoadpdunumeHt E = E-H.
Taknm o6pas3om, Ansa Wwn3odpeHnr BbICOK BKIa Hacnea-

CTBEHHOr0 GaKTopa Mo CpPaBHEHWIO CO CPEAOBLIM, a AN
nosnMoMunennTa — HaobopoT.



