HacnencrBeHusbie 60/1e3HM 0OMeHa
BeILEeCTB

HBO — oOmupHBIM KJIacC PEAKHX
MOHOTEHHBIX  OOJIE€3HEH, CymMMapHas
4aCcTOTAa KOTOPBIX BBICOKA (HE MEHEE 4eM
1:5000 KUBBIX HOBOPOX/ICHHBIX ).
Muorune 3 HBO mnopmarorcs JieUeHHUIO.
JI1d  HEKOTOPBIX BO3MOXKHO  ITOJIHAS
KJIMHUYECKasi KOPPEKIIHSL.



HacnenctBeHHble Dorne3Hn obmMeHa
BELlEeCTB

UKIuHNYecKue CHMIITOMBI, KaK MPaBUIIO0, HE
CIICLU(DUYHBI

09mm304061 META00INUECCKUX KPHU30B IMPUBOIAT K
HEOOpaTUMBIM HEBPOJIOTHYECCKUM HAPYIICHUSIM

[PanHss nmarHocTUKa HeoOxommma It 0oJee
3(P(HEKTUBHOTO JICUCHMUS

Ubrnoxumuueckue Mapkepsl 3a00ICBaHHS
BBISIBIISIFOTCSI HA JOKJIMHUYSCKOM CTaJIuu



[ lokaszaHus K IpOBEeIeHUIO
OHMOXUMUYECKOTO CKPUHHHTA

HesicHble 1 3aTsDKHBIE GOPMBI XKEITYXU Y JeTel B
reproJ HOBOPOXKIEHHOCTH U MePBbIX MeCSIIeB
YKU3HU

XPOHUYECKUE PACCTPOUCTBA MU EBapeHUs
HerHPEKIIMOHHON MIPUPOALI: ThUappesi, pBOTa,
rernaToCIUIEHOMEeTraJIvs, TPYAHOCTU KOPMJIeHUS,
LMPPO3 [IEeYEHU.

AHOMa/TMUY Pa3BUTHS CKeJIeTa HEPAXUTUIECKOTO
IIPOUCXOXK/IE€HHSI: TU30CTO3, HAPYIIeHUS TTOXOIKH,
3a/lep)KKa GU3UIECKOTO PA3BUTHS, pPa3/INYHbIE
$bopMbI THTTOTPODHH, KOTOPhIE He YCTPAHSIOTCS
KOPPEeKILIMeUu MUTAaHUS.



IPOAO/DKEHUE

Hapyuienus peuu ( anaausi, TUCAEKCHS)

HapylieHusi opraHa 3peHus : CH)XeHHe OCTPOThI 3peHUs,
BBIBUX UJIU MOABBIBUX XPYCTa/INKA, KATAPAKTa,
IIOMYTHEHMNE POTOBULIbI, HUCTAI' M.

CHmwKeHUe CJIYXa WUJIH I10/IHAs I/TyXOTa

A1yi03, a/IKai03, KeTO3, TUIIEPITINKEMHS], KOMa, aHEMHUS
(cdepormTapHas v HechepoLUTapHasT), aHOMA U
Pa3BUTHSI HAPY)KHBIX ITOJIOBBIX OPraHOB.

lledeKTrI TOBeieHM s, IBUTATE/THHAS PACTOPMOYXEHHOCTH,
MBbIIIIeYHAsI TUTIOTOHUS U TUTIeppedieKcus.



IPOAO/DKEHUE

HeoObr4uHbIe BOIOCHI, HOT'TH, JIUIIO,
moYevYHOKaMeHHast 00Jie3Hb, TUITO- HJIH
rUnepIrrurMeHTals, CliyIieHOMeTaIusl,
TpoMOO3MOOTYecKast 00j1e3Hb, aHOMaIbHAS
$OTOYYBCTBUTEIBHOCTD, KOYKHAS ChIIb, DK3€Ma.

CToMKHe u3MeHeHHs B MoYe: TIPOTEeUHYPHsS,
reMaTypHsi, TeUKouuTypus, pocarypus,
TJIIOKO3YPUSI.

CyZopOXXHbBINM CUHAPOM, He MOAJAIIUNCS
tepanuu, aHoManuu JII, IKI, onuroppenus
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TaHaeMHas Macc
CIIeKTPOMETPUS

IMukpo KoJIm4ecTBa OMOJIOTMYSCKOT0 Marepurala

BrIcokas CKOPOCTb IIPOBCACHNS dHAJIN34d

| BersiBiieHUE OOJIBIIIOTO YHUCIa 3a00IeBaHu

Hwu3zkasi cTouMOCTh ( IPU MAaCCOBBIX OOCIEIOBAHUSIX )



3a00/1eBaHUS, BLISBISIEMbIE
MeToaoM TMC

JAMunoanugonaTuu ( B ToM uncjie 1 PKY)

JOpranuyeckune anuaypuu

0dedexThbl MUTOXOHAPHUAILHOTO B-0KHCIEHHS
B craguu pazpadoTrku:

[JIn3ocomuble 001€3HH HAKOILIEHUSA

[OIlepoxcucomMubie 001€3HH

OHapyimeHusi yriieBoaHoro ooMeHa



3a00/1eBaHUs, BLISBISIEMbIE

OxoJ10 30
PA3JIHYHbIX
¢popm HHO

MeToaoM TMC

JlennuHo3

Hekerornueckas runeprivuuHeMust

Tupoznnemus

T'omonmcTunypust

Hutpymmaemus

['mnepopauTHHEMUS

DEeHUIKETOHYPUS

HenocraTtouHocTs OpHUTHHTpaHCKapOaMuUIa3bl

Henocrarounocts apruHassl

Henocrarounocts OMOTHHUIA3EI

HenocraTtouHocTs cUHTETA3bI TOJIOKapOOKCHIIA3

N3oBasiepnanoBas anuaypus

I'myTapoBas anunypus tun 1

I'myTapoBas auuypus Tan 2

Henocrarounocts cpeqnenenouednon anuia-KoA meruaporenassl )KUPHBIX KHUCIOT
Henocratounocts kopoTkolenouyeuHon anuia-KoA aeruaporeHasbl >KUPHbIX KUCIOT
Henocrarounocts pnuHHONEnoyedHon anmi-KoA nernaporeHassl KUPHBIX KACIOT
HenocratouHoCTh MUTOXOHIPHAJIBHOTO TPUPYHKIIMOHATIBHOIO OeJKa

[lepBuuHas HEAOCTATOUHOCTH KAPHUTHHA

HenocraTtouHocTh KapHUTHHIIAIBMUTOMI TPAHCIOKa3bl 1

HenocraTtouHocTh KapHUTHHIIAIBMUTOMI TPAHCIIOKA3bI 2

[IponimoHoBas auuypust

Henocrarounocts 6€TTa-0KCOTHOIA3BI

Henocrarounocts HMG-nras3sr

MeTunmanoHoBas anuypus

CuHIpOM runepopHUTUHEMUU-TUIIEPAMMOHNEMUU-TOMOLUTPY/UIMHEMUN
Henocrarounocts kapbamomiipocharcunTeTazsl

HenocraTtouHocTh apruHUHOCYKIIMHA3bI

HenocraTtouHocTh apruHUHCYKIIMHATIIAA3bI



CUMIOITOMOKOMITZIEKC OPraHUYeCKUX
alUIypUn

PecripaTopHbIU ¥ HEMPOAUCTPECC-CUHAPOMBI
CyZopOXXHBIA CUHADPOM
YnopHast pBOTa, OTKa3 OT e/ibl, HapylIeHHe CTyIa, 00e3BOXNBaHUE

KpoBousnusHue B M03r (M30BajiepraHOBasi, METH/IMA/IOHOBAs U
IIPOIMOHOBAS AL[AIEMIH)

Kapaunomuonarus (3-rUTapoOKCH-3-MeTHITTyTapoBas,
MEeTUJIMAJIOHOBAsI YU IPOIMUOHOBAs

[TankpearuT
[lopaxxenue neyeHnu, cuHapom Peite

TyGynouHTpecTUIIaTbHBIN HePpUT(M30BalepruaHOBasl,
MeTH/IMAJIOHOBas )

Hapymenue ciayxa v 3peHust (MHOXXeCTBEHHBIH 1epUITAT
KapOoKcuIas)



buoxumMmunyeckure mposiBIeHUS

MeTabomyecKkuii alao3

Keto3

['unornvkemus

[MnokapHUTHHEMUS
[MneprivuuHeMus

['Mnepammonnemust

['MnepnakTar — runepnupyBaTaluAeMUs
HeoObryHbIit 3am1ax MOYU

[loBbIlIeHHAsT SKCKpeLUsi OPTAaHUYEeCKUX KHMCIOT C MOYOU
PEJXE BCTPEYAIOTCA

YBenr4yeHre aKTUBHOCTH TPAaHCAMMHA3
JleikoneHus

TpombonuToneHys

aHeMMUsI






JleniinHO3

MaHudecTupyer B 1iepBble MeCSIIbl )KU3HHU
reHepajain30BaHHBIMHU CYAOPOTaMHU, OTKa30M OT
eZlbl, PBOTOM, BO30Y)XZeHre CMeHsIeTCs
yrHeteHneM LIHC u runoronuern.

HapylieHus gbixaHusl, HApYLIeHUs CepAEeYHOUN
oesTe/IbHOCTU

JpuTema
NmmyHOmepUIIUT

TMAaHKPEATUT



[logTBEepXXAaromas IUAarHOCTUKA

(opraHI/IquKI/Ie ALUIYPUHN )

OpFaHI/I‘-IeCKI/Ie KNCJ10Tbl MO4YUA
ALI,I/IJ'IKapHI/ITI/IHbI NJia3Mbl KPOBW
KapHI/ITI/IH Nna3mMbl KPpOBU

AMWHOKNCNOTbI Miasmbl KpOBWM

AKTMBHOCTb (bepMeHTOB B nnumdountax/ dondpobnacrax

NHK-gnarHoctuka



[loaoTBepxpatollas anarHocTuka
(amuHoaumaonaTum)

AMWHOKNCIOTbLI Nnasmbl
OpoToBasi Kucriorta
AMMOHUN

OpraHun4eckne KMCnoTbl MOYN
NHK-gunarHoctuka



[looTBep)xaarLwas AnarHocTmka
(medeKkTbl MUTOXOHAPUATbHOIO B-OKUCITEHUST)

OpraHun4yeckme KMCnoTbl MOYU
ALNNTANLUMHBI MOYN
AUNNKAPHUTUHBLI Na3Mbl KPOBU
KapHUTUH nna3mbl KPpoBU
NHK-gmnarHoctuka



HepocrarouHocTs cpegHenenoveyHoun auni-KoA neruagporeHassl
YKUPHBIX KMCJIOT

Kpurtepuu suarHosa

Hanu4yue no KpanHen mepe ogHoro mn3
cnenyoLlmx KpuTepues:

1.MyTaumna A985G B roMO3NUTOTHOM COCTOAHUMU;

2. [loBbllLIEHME KOHLEHTpaLNmn
rekcaHounrnmuuHa u cybepunrnmunHa B Mode

3. [loBbllLIeHNEe rekcaHOUNKapHUTUHA U
OKTaHOWUIMKapHUTUHA B Nna3sme

4. CHWKEHNE CKOPOCTU OKUCIIEHUSA KUPHBIX
kKncnot B KKO



[TepBoiit onbIT npruMeHeHUs1 TMC

HapyiiieHus aMUHOKMCIOTHOTO OOMEHA:
Jlenuuno3 (2)

Tuposzunemust (6)

['omonuctTunypus (3)

JleeKThl [IUKIa MOYEBUHEI (2)
OpraHuyecKne anuiIypuu:

[ mytapoBas auuaypus tui 1 (4)
Henocrarounocts OMoTHHUAA3HI (3)
JleheKThl MUTOXOHAPHUATBLHOTO B-OKHCIICHHUS:

- Hemocrarounocts 3-rugpokcuanui KoA geruaporeHassl
AKUAPHBIX KACHOT (1)




HenocraTouHoCTs OMOTUHUIA3EI

nauneHTt | VisameHeHus AKTUBHOCTb PesynsraThl
npu onoTuHUaasbI NHK-gnarHocTtukm
TMC

1 C50H cHmkeHa |G98d7i3/ G98d7i3

2 C50H cHmkeHa |G98d7i3/ G98d7i3

3 C50H CHmxeHa |G98d7i3/ R538C




[ myTapoBast auuaypus TUII 1

nauneHT | YIlsmeHeHus | KoHueHTpauus PesynsraThl
npw MyTapoBOW K- | MHK-ANarHoCTMKM
TMC Tbl B MOYe

1 C5DC, CO nosbiweHa |R402W/R402W

2 C5DC, CO nosbiweHa |R402W/?

3 C5DC nosbieHa |R402W/?

4 C5DC HO ?/7?




HenoctaToyHoCTh 3-ruapokcruanma KoA gerunaporeHassl
YXAUPHBIX KUCJIOT

nauneHT | VsmeHeHus Pesynbrathl
Nnpw NHK-amnarHoctukm
TMC
1 C18:10H, | G1528C/?
C180H




TuposruHemus

nauneHT | VIsmeHeHus KoHUeHTpauus PesynsraTthl
npu CyKunHunaueToHa | NNHK-gmarHoCTmku
TMC B MOYe

1 Tyr, Met NOBbILLEHA IVS6-1C-T /

R254X
2,3 Tyr,Met, NOBbILLEHA ?/7?
Phe
456 Tyr HAO ?/7?




MaccoBbIl CKPMHHUHIT
HOBOPOKIAECHHBIX

Cb6op obpa3uyosB
[locTaBKa obpa3uoB

JlabopaTopHoe
TecTupoBaHue



MaccoBbIl CKPMHHUHI
HOBOPOKIECHHBIX

Cb6op obpa3uyosB
[locTaBKa obpa3uoB
JlabopaTopHoe
TecTupoBaHue
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OueHka cneuunanucrtan

[lony4yeHue pe3ynsraTtoB
UHdpopmUupoBaHue ceMbu e OTnpaBKa pe3ynbTaToB

°[loBTOp TecTa (N
KoHcynbTUpoBaHue n£Ka3aHy. M?

sQbecnevyeHue oUarHOCTUKU
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MaccoBbIl CKPMHHUHI
HOBOPOKIECHHBIX

JleyeHue

Cb6op obpasuoB
OnuTtenbHoe [locTaBKa obpa3uoB

JlabopaTopHoe
XpaHeHUue obpasuoB TecTupoBaHue

HaonwgeHue

OueHka cneunanucra
UHdopmupoBaHue cembu
KoHcynbTMpoBaHue




MaccoBbIl CKPMHHUHI
HOBOPOKIECHHBIX

JleyeHue

Cb6op obpasuoB
OnuTtenbHoe [locTaBKa obpa3uoB
eJlTabopaTopHoe
XpaHeHUue obpasuoB TecTupoBaHue

HabnwageHue

OueHka:
e[[apaHTUA KayecTBa
*OueHKa pe3ynbTaTtoB

*JKOHOMMUYEeCKas
adpchekTun BHOCTﬁ
[ ]

OueHka cneunanucran
UHcpopmunpoBaHme cembu
KoHcynbTUpoBaHue




MaccoBbIl CKPMHUHT

Cb6op obpasuoB
[locTaBKa obpa3uoB
eJlTabopaTopHoe

KoHcynbTUpoBaHue




MaccoBbIl CKPMHUHT

Cb6op obpasuoB
[locTaBKa obpa3uoB

HabnopeHue JlTabopaTopHoe

XpaHeHue o0

PuHaHcupoBaHue

KoHcynbTUpoBaHue




6onee 8 3aboneBaHunmn
8 3aboneBaHum
7 3aboneBaHunm
6 3aboneBaHunmn
5 3aboneBaHuA
4 3a6oneBaHuA

3 3aboneBaHus
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CKPUHUHI HOBOPOXAOEHHbIX
B CLUA

Ha mapt 2003



