HacnencrBeHHsbie 60/1e3HM 0OMeHa
BeILEeCTB

HBO — oOmupHBIM KJIacC PEAKHX
MOHOTEHHBIX  OOJI€3HEH, CyMMapHas
4acTOTAa KOTOPBIX BBICOKA (HE MEHEE 4eM
1:5000 KUBBIX HOBOPOX/ICHHBIX ).
Muorune 3 HBO mnopmarorcst Jie4EeHUIO.
JI1d  HEKOTOPBIX BO3MOXKHO  ITOJIHAS
KJIMHUYECKasi KOPPEKIIUSL.



HacnenctBeHHble Dorne3Hn oobmMmeHa
BELlEeCTB

UKIuHnYecKre CHMIITOMBI, KaK MPaBUIO0, HE
CIICIU(DUYHBI

U9mm30461 META00INUESCKUX KPHU30B IMMPUBOIAT K
HEOOpaTUMBIM HEBPOJIOTHYECCKUM HAPYIICHUSIM

[PanHss nmarHocTrka HeoOxoauma It 0oJee
3(P(HEKTUBHOTO JICUCHMS

UbrnoxuMmuyeckue Mapkepsl 3a00ICBaHMS
BBISIBIISIFOTCS. HA JOKJIIMHUYECKOM CTaIuu



[ lokazaHuA K IpOBEeIeHUIO
OHMOXUMUYECKOTO CKPUHHHTA

HesicHble u 3aTsDKHBIE GOPMBI JKEITYXU Y JeTel B
reproji HOBOPOXKIEHHOCTH U MePBbIX MeCSIIeB
YKU3HU

XpOHUYECKHe PacCTPOMCTBA MULLLeBaPEeHUS
HerMHPEKIIMOHHON MIPUPOALI: TUappesi, pBOTa,
renaToCHIeHOMEera/ivsl, TPYAHOCTHA KOPMJIEHMUS,
LUPPO3 IIeYEeHHU.

AHOMaTMHM PAa3BUTHS CKeJleTa HEPAXUTUYECKOTO
IIPOMCXOXKIE€HHSI: TU30CTO3, HAPYIIeHUS TTOXOIKH,
3a7lep)KKa GU3UIECKOTO PA3BUTHS, PAa3/IMYHbIE
$opMbI TUTTOTPODHH, KOTOPhIE He YCTPAHSIOTCS
KOPPEeKLIeU IMUTAHUS.



MPOAO/DKEHUE

Hapyuienus peuu ( anaavsi, TUCAEKCHS)

HapylueHusi opraHa 3peHus : CHUXeHHEe OCTPOThI 3peHUs,
BBIBUX UJIU MOABBIBUX XPYCTa/INKA, KATAPAKTa,
IIOMYTHEHMNE POTOBULIbI, HUCTAI M.

CHmKeHUe CJIYXa WUJIH I1I0/IHAs I/TyXOTa

A1n03, a/IKamo3, KeTo3, TUIIEPITINKEMHS], KOMa, aHEMUS
(cdhepormTapHas v HechepoLUTapHAsT), aHOMATHS
Pa3BUTHSI HAPY)KHBIX ITOJIOBBIX OPraHOB.

lledeKThl TOBeieHMs], IBUTATE/TbHAS PACTOPMOYXeHHOCTH,
MBIIIIeYHAsI TUTIOTOHHUS U TUTIeppedIeKcHs.



MPOAO/DKEHUE

HeoObruHbIe BOIOCHI, HOT'TH, JIUIIO,
moYeYHOKaMeHHast 00Jie3Hb, TUITO- HJIH
rUnepIrrurMeHTals, CliyieHOMeTaIusl,
TpoMOO3MOOTYecKast 00j1e3Hb, aHOMaIbHAS
$OTOYYBCTBUTENIBHOCTD, KOXKHAS ChIMb, JK3eMa.

CToMiKHe n3MeHeHHs B MoYe: TIPOTEUHYPUS,
reMaTypHsl, TeUKouuTypus, pocarypus,
TJIIOKO3YPUSI.

CyZopOXXHbINM CUHAPOM, He MOAJA0IIUNCS
tepanuu, aHoManuu JII, IKI, onuroppenus



e

\\‘ i

g

L)
i -1
AN
| -

.

e










TaHZeMHas Macc
CIIeKTPOMETPUS

IMuKpo KoJIm4ecTBa OMOJIOTMYSCKOT0 Marepuraa

BrIcokas CKOPOCTb IIPOBCACHNS dHAJIN34d

| BeIrsiBiieHHE OOJIBIIIOTO YUCIa 3a00IeBaHuM

Hwu3zkast cTouMOoCTh ( IPU MAacCCOBBIX OOCIEIOBAHUSIX )



3a00/1eBaHUS, BLISIBISIEMbIE
MeToaoM TMC

JAMunoanuaonaTuu ( B ToM yncjie 1 PKY)

JOprannyeckune anuaypuu

0dedexThbl MUTOXOHAPHUAILHOTO B-0KHCIEHUS
B craguu pazpadorku:

[JIn3ocomuble 001€3HH HAKOILIEHUSA

[OIlepoxcucomMubie 001€3HH

OHapymeHnus yriieBoaHoro ooMeHa



3a00/1eBaHUS, BLISIBISIEMbIE

OxoJ10 30
PA3JIHYHbIX
¢popm HHO

MeToaoM TMC

—
JlenuuHo3
Hekerornyeckas runeprivuuHeMust
Tupoznnemus
T'omonmctunypust
Hutpymmmaemus
I'mnepopauTHHEMUS
DEeHUIKETOHYpUS
HenocraTtouHocTs OpHUTHHTpaHCKapOaMuIa3bl
Henocrarounocts apruHassl
HenocrarounocTs OMOTHHUIA3EI
HenocraTtouHocTs CUHTETA3bI TOJIOKapOOKCHIIA3
N3oBanepuanoBas auuypus
I'myTapoBas anunypus tun 1
I'myTapoBas auuypus tan 2
Henocrarounocts cpeqnenenouednon anuia-KoA neruaporeHassl )KUPHBIX KHCIOT
Henocrarounocts kopoTkouenodyedHon anuia-KoA aeruaporeHasbl >KUPHbIX KUCIOT
Henocrarounocts qnuHHONEnoyeyHon anmi-KoA nernaporeHassl KUPHBIX KACIOT
HenocratouHOCTh MUTOXOHIPHAJIBHOTO TPUPYHKIIMOHAIBHOTO OeKa
[lepBuuHas HEAOCTATOUHOCTh KAPHUTHHA
HenocraTtouHocTh KapHUTHHIIAIBMUTOMI TPAHCIOKa3bl 1
HenocraTtouHocTh KapHUTUHIIATIBMUTOMI TPAHCIIOKA3bI 2
[IponmoHoBas auuypust
Henocrarounocts 6eTTa-0KCOTHOIA3bI
Henocrarounocts HMG-nma3el
MeTunmanoHoBas anuypus
CuHIpOM runepopHUTUHEMUU-TUIIEPAMMOHUEMUU-TOMOLUTPY/UIMHEMUN
Henocrarounocts kapbamomiipocharcunTeTazsl
HenocraTtouHocTh apruHUHOCYKIIMHA3bI

HGIIO CTAaTOYHOCTh apruHUHCYKIWHATINA3bl



CUMIOITOMOKOMILIEKC OPTaHUYEeCKHUX
Al IypUn

PecripaTopHbIU Y1 HEMPOAUCTPECC-CUHAPOMBI
CynopOXXHBIA CUHADPOM
YnopHast pBoTa, OTKa3 OT e/ibl, HapylIeHHe CTyla, 00e3BOXHNBaHME

KpoBousnusHue B M03r (M30BajiepruaHOBasi, METHIMA/IOHOBAs U
IIPOIMOHOBAS AlIIEMIH)

Kapanomuonarus (3-ruTapoKCH-3-MeTHITTyTapoBas,
MEeTUJIMAIOHOBAsI U IPOIMTUOHOBAs

[Tankpearur
[lopaxxeHune neyenu, cuHapom Peite

TyOGynouHTpecTUIIaIbHBIN HePpUT(M30BaiepruaHOBasl,
METH/IMAJIOHOBAas )

Hapyenwue ciayxa v 3peHust (MHOXXeCTBEHHBIHN 1epUITAT
KapOoKcuIas)



buoxumMmunyeckure mposiBIeHUS

MeTabomyecKkuii alyao3

Keto3

['nnornvkemus

[MnokapHUTHHEMUS
[MneprivuuHeMus

['Mnepammonnemust

['MnepnakTar — runepnupyBaTalAeMUs
HeoObryHbIit 3am1ax MOYU

[loBbIlIeHHAsT SKCKpeLUsi OPTAaHUYEeCKUX KMCIOT C MOYOU
PEJXE BCTPEYAIOTCA

YBenn4yeHre aKTUBHOCTH TPAaHCAMMHA3
JlekoneHus

TpombonuToneHys

aHeMMUsI






Jlen1inHO3

MaHudecTupyer B IiepBbie MeCSIIbl )KU3HHU
reHepajan30BaHHBIMU CYAOPOTaMHU, OTKa30M OT
eZlbl, PBOTOM, BO30Y)XZleHre CMeHsIeTCs
yrHeteHueM LIHC u runoronuern.

HapylueHus gbixaHusl, HApYLIeHUs CepAeYHOU
oesTe/IbHOCTU

JpuTema
NmmyHOmepUIiuT

TMAaHKPEATUT



[logTBEepXXAaroias IUAarHoCTUKA

(opraHI/IquKI/Ie ALUIYPUH )

OpFaHI/I‘-IeCKI/Ie KNCJ10Tbl MO4YU
ALI,I/IJ'IKapHI/ITI/IHbI Nia3mMbl KPOBW
KapHI/ITI/IH Nna3mMbl KPpOBU

AMWHOKNCNOTbI Miasmbl KPpOBWM

AKTMBHOCTb bepMeHTOB B Numdountax/ dondpobnacrax

NHK-gnarHocTtuka



[loaoTBepXpatoLlasa anarHocTmka
(amuHoaumaonaTn)

AMWHOKNCIOTbLI Nnasmbl
OpoToBasi Kucrora
AMMOHUN

OpraHu4eckne KMCrnoTbl MO4N
NHK-gnarHoctuka



[MogTBepxaatLwas AuarHocTmka
(DedeKkTbl MUTOXOHAPUATIbHOIO B-OKUCITEHUS)

OpraHun4yeckme KUCnoTbl MOYU
AUUNTANLUMHBI MOYN
AUNNKAPHUTUHBI Na3Mbl KPOBU
KapHUTUH nna3mbl KPoBU
NHK-gunarHoctuka



HepocrarouHocTs cpegHenenoveyHoun aunia-KoA neruagporeHassl
YKUPHBIX KMCJIOT

Kpurtepuu suarHosa

Hanun4yune no KpanHen mepe ogHoro mn3
cnenyoLlmx Kputepues:

1.MyTaumna A985G B roMO3UTrOTHOM COCTOAHUMU;

2. [loBbllLIEHME KOHLEHTpaLNK
rekcaHounrnmuuHa u cybepunrnmumnHa B Mode

3. [loBbllLeHNEe rekcaHoOUNKapHUTUHA U
OKTaHOWUIMKapHUTUHA B Nfa3me

4. CHMWKEHNE CKOPOCTU OKUCIIEHUSA KUPHBIX
Kncnot B KKO



[TepBoiit onbIT npruMeHeHUs1 TMC

HapyiiieHysi aMMHOKHCIOTHOTO OOMEHa:
JlennHo3 (2)

Tupozunemus (6)

[T'omonmcturypus (3)

Jle(eKThl [IMKIa MOYEBUHBI (2)
OpraHu4ecKkue aluaypuu:

['myTapoBas auuaypus tuam 1 (4)
HenocratouHoCTh OMOTUHHUAA3KI (3)

e eKkThl MUTOXOHIPUAIBHOTO B-0KKCIEHNS:

- Hemocrarounocts 3-runpokcuanui KoA neruaporeHassl
KUPHBIX KUCJOT (1)




HenocTtatouHoCTh OMOTHUHUIA3EI

nauneHTt | VismeHeHus AKTUBHOCTb PesynsraThl
npu onoTuHMAa3bI NHK-gnarHocTtukm
TMC

1 C50H cHmkeHa |G98d7i3/ G98d7i3

2 C50H cHmkeHa |G98d7i3/ G98d7i3

3 C50H CHmxeHa |[G98d7i3/ R538C




[myTapoBast auuaypus THII 1

nauneHT | YlameHeHus | KoHueHTpauus PesynsraThl
npw rMyTapoBOU K- | MHK-ANarHoCTMKM
TMC Tbl B MOY€e

1 C5DC, CO nosbilleHa |[R402W/R402W

2 C5DC, CO nosbieHa |R402W/?

3 C5DC nosbieHa |R402W/?

4 C5DC HO ?/7?




HenmoctaToyHoCTh 3-ruapokcruanmia KoA gerunaporeHassl
YXAUPHBIX KUCJIOT

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




TuposruHemus

nauneHT | VIsmeHeHus KoHUeHTpauus PesynsraThl
npu CyKunHunaueToHa | NNHK-gmarHoCTmku
T™MC B MOYe

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

R254X
2.3 Tyr,Met, NOBbILLEHA ?/7?
Phe
456 Tyr HO ?/7?




MaccoBbIl CKPMHHUHT
HOBOPOKIECHHBIX

Cb6op obpa3uyosB
e[locTaBka o6pa3uoB

JlabopaTopHoe
TeCTUpOBaHUe



MaccoBbIl CKPMHHUHI
HOBOPOKIECHHBIX

Cb6op obpa3uyosB
[locTaBKa obpa3uoB
JlabopaTopHoe
TecTupoBaHue




OueHka cneunanucran [lony4yeHune pe3ynsTaTos
UHdpopmUupoBaHue ceMbu e OTnpaBKa pe3ynbTaToB

‘HOBTO(;) TecTta (n
nOKa3aHUAM

sQbecnevyeHue oUarHOCTUKU

KoHcynbTpoBaHue
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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 CKPMHHUHIT

Cb6op obpasuoB
[locTaBKa obpa3uoB
eJlTabopaTopHoe

KoHcynbTUpoBaHue




MaccoBbIl CKPMHHUHIT

Cb6op obpasuoB
[locTaBKa obpa3uoB

HabnopeHue JlTabopaTopHoe

XpaHeHue o0

PuHaHcupoBaHue

KoHcynbTUpoBaHue




6onee 8 3aboneBaHunmn
8 3aboneBaHum
7 3aboneBaHnm
6 3aboneBaHumn
5 3aboneBaHunA
4 3a0oneBaHus

3 3aboneBaHus
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CKPUHUHI HOBOPOXAOEHHbIX
B CLLUA

Ha mapt 2003



