bunoxmmmyeckKkas reHeTukKa



bone3Hn obmeHa
aMUHOKUCTIIOT Y AeTeu



CyMmmapHas yacToTa
cpean HoBopoXxAeHHbIX 1:2 000 —
1:5 000, cpeau peten c
HapyweHuem pa3Butua 1:3 —1:5

» DeHUNKeTOHYpUA Knaccmyeckaa 1:6
000 — 1:7 000 HoOBOpPOXAEHHbIX

e DeHunketoHypusa atunudHaga 1:30 000
e [mctuanHemua 1:30 000



PeHUNKeTOHYypUsA

* OeHunketoHypus (phenilketonuria;
doeHnnanaHnH + KETOHbI + rpey. uron Moua;
CUH.. OKCMPEHMNNKETOHYPUSA, ONTUrOPpPEHNSA
doeHunnmpoBuHorpagHas, dPennunHra 6onesHsb,
dennuHra cuHOpPOM) - HacneacTBeHHas
bornesHb, 0bycrnosneHHasa HapyLleHnem obmeHa
doeHmnnanaHnHa, NPoABMAKLLAsCA OTCTaBaHUEM
doU3nNYECKOro 1 NCUXNYECKOro passmTig,
paccTponcTBamMun OABUXKEHUN N MbILLEYHOIO
TOHYyCa (TMNePKNHE3NN, ONCKUHE3UN);
Hacrnegyertcd No ayToCOMHO-PELIECCUBHOMY
TUMYy.
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BonbHOU C (peHUNKeToOHYypUuen




NeyeHune knaccunueckoun OKY:
anertortepanus

e orpaHn4yeHve npuema 6enka (o 2 r/kr) n
deHnnanaHuHa (10-50 Mr/kr) 3a cuet
NCKITIOYEeHUS BbICOKOOENKOBbIX
NPOAYKTOB

e NONOJSIHUTENbHOE Ha3Ha4YeHune
OenkoBbIX rMAPONN3aToB U cmeceu L-
aMWUHOKUCIIOT

* MCNOJSIb30BaHUe cneuyuanbHbIX
Mario0enKkoBbIX NPOAYKTOB HAa OCHOBe
Kpaxmana



NeyeHue Kknaccundyeckoum OKY

e 9hPheKTUBHOCTb NNeYeHUs 3aBUCUT OT
CPOKOB ero Ha4yana (4o 8 Heaenb XXWU3HW)
N ypoBHA peHMnanaHMHa B KpOBU Ha
NPOTAXXeHUU neYvyeHusn:

[0 B paHHeM Bo3pacTe Ao 240 mkmonb/n (4
Mr%)

0 ao 8 net He Bbiwe 360 mkmonb/n (6 mr%)

[ B cTapwem Bo3pacte Ao 480-600 mkmonb/n
(8-10 Mr%)

* [lpoAoONMXKNTENbLHOCTb NNIeYeHUs - B
Te4yeHue BCeU XKN3HU



[MocneacTtBmMAa HeageKBaTHOU Tepanuun

e Huskopocnoctb

e [lepenomMbl KOHEYHOCTEN BCneacTBue
ocTeonopo3sa

* [lcuxonaronoruyeckue paccTpoucTBaa:

0 cHU)XXeHue no3HaBaTenbHbLIX
CNnocooOHoOCcTen

0 amouuoHanbLHO-BOJIEBbIE HapYyLUEeHUNA
[0 neBMaHTHOE NnoBeAeHuUe
0 anccdopusa, pobun



[eTeporeHHOCTb PKY

Knaccuuyeckaa ®PKY

MNnepdeHunanaHnHeMusa HOBOPOXAEHHbIX BcrneacTBme
TPaH3UTOPHOMN HE3PEenocTU NeYeHOYHbIX (hepMeHTOB.

AtunnyHaa ©®KY — gecomumnt hepmeHTOB CUHTE3A
TeTparngpoobunontepmnHa — KochepmeHTa, Heobxoanmoro Ans
HOpMaribHOMN aKTUBHOCTU (peHunanaHnHrngpokKcunasbl
(aedbuunT gurnagpontepuHpenyKTasbl UK
ANrMaponTepuHCUHTETA3bI).

MaTtepuHckaa PKY — ambpunocderonaTtmnsa (ymcTrBeHHas
OTCTanocCTb, MUKpouecanua, npeHatanbHbin AePULUNT MaCChbl,
BpOXAeHHbIe NOPOKU cepaua u Ap. opraHoB, Marible aHoManuu
pa3BUTUA), BO3HUKAET HECMOTPA Ha cobnoaeHue aueThbl
MaTepbtlo. B ocHOBe — peayuupoBaHHass CNOCOOHOCTb MaTepu C
PKY BbIcBOOOXAATb AOCTAaTOUYHbIE KONIMYeCcTBa TUPO3UHA
cBoeMmy nrnoAy, Beayllas K HapyLUEeHUIo pocTa Mo3ra pebeHka.



deHunkeToHypus (aTunn4yHas)

Tun HacnepgoBaHUA — ayTOCOMHO-PELLECCUBHbIV
UactoTta 1:30 000 HoBOpOXAEHHbIX

Nokanusauunsa reHa 4p15.31

[leduunt QepmMeHTOB CcuUHTE3a W peakTuBauuu

bvnontepnHa -  guruaponTepuavHpenyktasbl,
TeTparnaponTepUHCUHTasbI
[laToreHe3 - HegoCTaToOYHOCTL  (PEPMEHTOB

obmeHa doeHunanaHunHa, TMpo3nHa n TpuntodaHa,
rmybokue paccrtpomcrtea obMeHa MOHOAMUHOBbIX
HENpPOMEaNaTopoB

Cpoku MmaHundecTaumm — nepsble MecsLibl XXU3HU



deHunkeToHypus (aTunn4yHas)

e KNnMHN4YecKmMe npu3HakKm — MbIlLeYHAsA T[UMNOTOHUA,
3agepXKa TMCUXOMOTOPHOro pas3BUTUSA, CyAOpPOru,
TeTpanapes, 3K3eMaToO3Hble U3MeHeHus KOXM,
HeoObIYHbLIX 3anax Moum

 JlabopaTopHble MNpPU3HAKN — BbICOKOE coAepxXaHue
deHuNanaHMHa B KPOBM U MOYe, MNOJIOXKUTENbHas
npoda ®dennuHra, OTCYTCTBME NageHuUsl YpPOBHSA
deHuNnanaHMHa B KPOBU NPU HaArpy3Ke O MonTepmHoOm

e JleyeHue:
— QuveTa c orpaHumyeHunem benka u cpeHmnnanaHnHa
— L-A0MNA 10-15 Mmr/kr
— 5-okcutpuntocaH 10 mr/kr
— npenapaTtbl POorIMeBon KUCIOTbI



MaTtepuHckasa beHUNKeToHypus
(ambpunodetonarus)

e Cpokn maHudectaumm — ¢ poxxaoeHus

e KnuHUYeckme npU3HAKU — YMCTBEHHas
otctanocTb (75-90 %) mukpouedcdanusa (70 %),
npeHatanbHbIn geduunt mMaccbl (40-60 %),
BpoOXAeHHble nopoku cepaua (15-20 %) v ap.
opraHoB, Masiblie aHOMasnm pa3BuUTUA

 JlJabopaTopHble TMNpPU3HAKN — HOPManbHOEe
cogepxaHue cpeHuUnanaHMHa B KpOBU U MoYe

e JleueHne TONBLKO npodunakTnyeckoe -
avetoTepanua AnA noapepXaHus YpPOBHS
deHnnanaHuHa B KpoBu He Bbiwe 300-400
MKMOJb/



Archibald Garrod

Garod. Archibald £, 1992, The Inciience of Alkapton-
ure: A Stady in Chemoeal ledividuality, Laecet, vol. i,
I e le=1ndi

THE INCIDENCE OF ALKAPTONURIAY
A STUDY IN CHEMICAL INDIVIDUALITY

ARUHISALL T, GARROD

Physician te thz Jlospita: for Sick Children, Grea: Ormondsirzet,
Demanstrator of Chemical Pathalngy at St. Barholemew's Hospital

|1, THE MORE RECENT WORK on alkaptonuria has tended to show
that the constant feature of that condiuon 18 the exercton of
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[Ma30-KOXHbIN anNnbOUHN3M Y
adppoamepUuKaHCKOro pebeHka




[oMOUUCTUHYpPUA




XapakTepucTuka HeKOTopbIX

3aboneBaHue Tun Hacne- | PepMeHTHbIU | OCHOBHbIE CUMNTOMBI
noBaHUSA aAedekT
PeHUNKeTOHYpUA A/P PeHMNnanaHnH- | YMCTBEHHaA OTCTanocCTb,
rmapokcunasa | 6enokypbie BOnochbl U cBeTnas
KOXa, 3K3ema, anunencus
AnkantToHypus A/P Okcupa3sa ApTtput
rOMOreHMTU3n-
HOBOM
KUCNOTbI
na30-KoXHbIN A/P Tupo3nHasa HepocTtaToO4YHOCTbL NUIrMeHTauum,
anbOMHU3M AedekTbl rnas
FomMouncTuHypusa A/P LUnucrtatmoH — B | YMCTBeHHast OTCTasrioCThb,

— CUHTEeTa3a

ANCINoKauua XpycTtalrimka,
TpOM603bI, CKeJlieTHbie aHOMalIiuum




HapyweHus obmeHa
yrrneBoaoB



[[anakrTozemus

[[anakto3emus (galactosaemia; earrakmo3sa + rpeu.
haima KpoBb; CUH. ONUTroPpeHns
ranakro3emuyeckasl) - HacrnegcTtBeHHas
boresHb, 0bycrnoBneHHasa HapyLleHnem
yrrneBogHoro obmMeHa BCneacTBue OTCYTCTBUSA
doepMeHTa ranakroso-1-gpocdar-
ypuguntpaHcdepasbl 1 XapakTepusyrolladacs
HaKOMMEHNUEM B KPOBU raniaktosbl, OTCTaBaHNEM
B OU3NYECKOM N YMCTBEHHOM Pa3BUTUM,
XENnTyxoWn, renatoMeranven, KatapakTou;
HacnenyeTcs no ayToCoOMHO-peLecCUBHOMY
TUNYy.



CvMnTOMbI ranakrto3emMmum

NMopaxeHue mo3ra
KaTapakTa

XenTtyxa

. _YBenuyeHue nevyeHu

_._lNopaxeHune noyek



[[anakrTozemus




[[anakKkTo3a

CH,OH
OH O.0oH
ST
H
A H

H OH



Lactose: a sugar

found in milk
MILK
In the body, lactose
is cleaved to form
glucose and galactose
Galactose
/\\\
Normal Galactosemia
GALT binds to No GALT. Galactose
galactose .., concentration rises to
toxic levels, causing:
- kidney fallure
- enlarged liver
- cataracts
...and convertsit to :
glucose, which is then - brain damage
used for energy




MeTabonnim ranakTtosbl

[[anakTo3a BHeL.

|
TpaHcrnopTep
ranaktosbl

!

[[@anakrtosa BHYTP.

[fanakTuTon

[[@anakToknHasa
GALK

[[anakto3o0-1-gpocdar \

[[anakTo30-1-pocdaT ypnanntpaHcdepasa
GALT

UDP-rnoko3sa

T

|

UDP-ranakto3o-4-
anumepasa (GALE)

[ ntoKo30-1-pocaT g— &» UDP-ranéKTosa




MeTabonnam ranaktosbl Npw
ranakTo3eMmn

[[anakTo3a BHeL.

TpaHcnopTep
ranakrosbl

[[@anakto3a BHYTP.

| '

[anakTuTon
[[@anakToknHasa

GALK

|

T

lanaktoso-1-chocchar / UDP-rniokosa

[[@anakTo30-1= aT ypu chepasa UDP-ranakto30-4-
GALT anumepasa (GALE)

[ Ntoko30-1-pocdhaT g— )&» UDP-ranrilKTo3a




Xapaktepuctuka gedekroB oomMeHa

yrneBonoB
3aboneBaHue Tun Hacne- | PepMeHTHbIN | OCHOBHblIE CUMNTOMBbI
NoBaHUSA aAedekT

Nanakroszemus A/P Nanakto30-1- | KatapakTta, yMmcTBeHHas
¢docoar OTCTarioCTb, LUPPO3 NEeYEHU
ypuaun-
TpaHccepasa

HacnepcrBeHHas A/P ®pyKkTO30-1- | 3agepxkKa pocTta, pBOThlI,

HenepeHocu- ¢docdar cyaoporu, xenrtyxa

MOCTb (PPYKTO3blI

anbagonasa




HapylweHna obmeHa XupoB



MHOXeCTBEeHHbIe KCAHTOMbI MPU CeEMEeNHOM
rmnepxonecrepmHeMumn
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Cxema CTpOeHUS
nunonpoTenHa nnasmbl KpOBU

Iepudepuueckuin

.. ano0eJoK
CBoOOaHBI Dochoaunuabl
X0JIeCTePOJI

— I¢up
XoJiecTepuHa

NuTerpajbHbIN
anoodeJiok

HENMOJISIPHBIX
JIMTIU/I0OB

TpuanuiarauuepoJ

SAnpo, cocrosiiee u3



Ctagnu OMocuHTE3a xornecrtepmHa U metabonuama
NIMNONPOTEMHOB HUKOM NMIOTHOCTU, YKa3biBaloLiMe Ha
pa3finyHble NPUYNHbI CEMEeUHOMN runepxonecTepmHeMumn
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Bones3Hn obmeHa
MUKPO3IIEMEHTOB.



bone3zHb BUnbCcoHa

(renaTtonenTukynspHas gereHepaums)

e ‘
(™ o .

Konbuo Kansepa-®Pnenwepa. OTnoxeHus Kayser-Fleischer Ring

Meau No Kpak pagyxHon obonouyku rmasa. [Ang
Hee XapaKTepHbl Takke LMppPo3 nevyeHn 1
gereHepauma basanbHbIX raHrMMeB B MO3re.
3aboneBaHue sBNgeTcda cneacTtBuem
CHWXXEHHOrO LepynonnasMuHa ¢ OTNOXEHUEM
Meaun B opraHax.



CKPWHUHTI Ha YacTble
HacrnencTBeHHble OOofe3Hun



OOLwWume xapaKTepuCcTUKn
CKPUHUHTra

e MaccoBbIn 6e30TOOPHbLIN XapaKTep
obcneapoBaHus

* [IpodpunakTnyeckas
HanpaBnNeHHOCTb

¢ D,ByxaTan HOCTb ANATrHOCTUKW



Kputepumn otoopa

3aboneBaHnn O CKPUHUHra

 BonesHb 6e3 nevyeHns CyLeCTBEHHO
CHMXXaeT XXM3HeCcnocobHOCTb, BeAeT K
MHBANMOHOCTM!.

e AMmetloTcsa OMoxmmmyeckue nnm
MOJIEeKYNSAPHO-TeHeTUu4YecKmne metoabl
ans ToOMHOU AMArHOCTUKM OOrie3HMU Ha
OOKJIMHUYECKOU cTagum.



Kputepumn otoopa
3aboneBaHnn O CKPUHUHra

e CywectBYyOT 3¢pheKTUBHbIE METOAbI
rneyeHus 6ones3Hu.

 HactoTa 3aboneBaHua 1:10 000 v
Bbilwle. B HeKOTOpbIX CcTpaHax

npocemMBaHuIO noagsexar 6one3Hu c
yactoTtoun 1:20 000 — 1: 40 000.



TpeboBaHuA K MeTooam
CKPWHMHra

e SKOHOMUYHOCTb. MeTOoAbLI
ANarHOCTUKUN Oone3Hn AOMMKHbI ObITh
NMPOCTbLIMU U AelleBbIMU

e YyBTBUTENLHOCTL U CNEeUUPUIHOCTDb
e Bocnpon3BoaAnMoCTb

e locTynHOCTbL 6MONOrn4YecKoro
MaTtepuana



JTanbl CKPUHUHTA

 B3sATne bmonorn4yeckoro martepuvanay
HOBOPOXAEHHbIX U AlOCTaBKa B
nabopartopwuio

e JlJaGopaTopHasa npoceunBaroLLas
ANarHocTuka

 YTOUHAKOLWAaA AnarHocTukKa Bcex
NONOXUTESIbHbIX CIlyYaeB, BbISIBJIEHHbIX
npu NnpoceMBaHUn

e JleueHue OONMbHLIX N UX AUCNAHCEepPU3aLUS
C KOHTPOJIEM 3a XO40M JleHYeHuUs

e Meguko-reHeTU4YecKoe KOHCYINbTUpoOBaHMe
CeMbM



Ho3onornyeckune oopmbil,
nognexawime CKPUHUHIY B
Poccuunckon Pepgepaumm

PeHUNKEeTOHYpUA
[[anakTo3emus

BpoxXaeHHbIN
rmnoTupeos
MykoBucumnaos

BpoxaeHHas
rmnepnrasuvsa Kopbl
Hagno4Ye4YHUKOB

1:10 000
1:40 000
1:5000
1:2 500
1:5000



CKpUHUHI Ha PKY

 OnpepeneHve ypoBHSA peHunanaHuHa B
KPpOBU, B3ATON Y HOBOPOXAEHHbIX Ha 4 — 5-
U OEHb XXU3HU

 [lIOBTOPHbLIN aHaNU3 KpoBU AN
noaTBepPXAeHUs NN UCKITIYeHUs
deHnnNKeToHypumn

* YcTaHOBNeHue TOYHOro AguarHosa u
nepeBoA pebeHKa Ha manobenkoByro ANETY
Ao 8 Heaenb (2 mec.) XXU3HU



CKPUHUHI Haranakto3emMuio

 OnpepeneHne ypoBHS rarniakto3bl B KPOBM,
B3ATON Y HOBOPOXAEHHbIX Ha 4 — 5- AeHb
XU3HU

* MMoBTOPHbLIN aHaNM3 KPOBU ANS
NOATBEPXAEHUA NN UCKITIOYEHUS
raslaKkrosemumm

e YCTaHOBJIeHUe TOYHOro AnarHo3a v
nepeBon pedbeHkKa Ha 6e3NaKkTO3HYI0 AUeTY



BpoxaeHHbIN rmnoTnpeos

[Mnotupeos (hypothyreosis; aurno- + aHar.
glandula thyreoidea wunToBMaHasa xenesa
+ -03; CMH.. TMNOTUPEONanN3mM) - CUHOPOM
HegOoCTaTOYHOCTU LWUTOBUOHOW Xenesbl,
XapaKkTepusyrLnmca HepBHO-
NCUXNYECKMMU pacCTponucTBamm, oTekamu
nmua, KOHEYHOCTEN U TynoBMLLA,
bpaaukapanen.









MykoBucumpos

MykoBucunaos (mucoviscidosis; Myka- +
nar. viscidus nunkum + -03; CUH.. Aucnopus
9HTEPOBpPOHXONAHKpeaTn4yeckas,
naHkpeodundpos, cteatoped
naHKpeaTnyeckasa BpoXXgeHHas) -
HacneacTtBeHHasi 00nesHb,
XapaKTepusyrLascst KUCTO3HbIM
nepepoXaeHUeM nomxenyagovyHom XKenessol,
enes KueYyHuKa 1 gbiXxaTenbHbIX NyTen ns-
3a 3aKyrnopKn NX BbIBOAHbLIX MPOTOKOB
BA3KNM CEKPETOM; NposBaeTcs B popme
XPOHNYECKON MHEBMOHUN, PaCCTPOUCTB
nuLLEBapPEHNst; HacnegyeTcsl No0 ayTOCOMHO-
PEeELECCUBHOMY TUNY.



- Pancreas

Gallbladder

Small
intestine

- Vas deferens
Testis

Mucus blocks
air sacs (alveoli)
in the lungs

Mucus blocks
pancreatic ducts

Stomach

Pancreatic
duct



ApgpeHoreHUTanbHbIN CUHOPOM

« ADPEHOIEHUTANBHbLI CUHOPOM
(BpoXXaeHHasa ANCAYHKLMA KOpbl
HaOMNoO4Ye4YHUKOB, BPOXAEHHAaA rmnepnnasng
KOpbl HA4MNoO4Ye4YHNKOB) - rpynna
HacrieacTBeHHbIX ODOIe3HEN, B OCHOBE KOTOPbIX
NEXUT HEOAOCTATOYHOCTb PEPMEHTOB Ha
Pa3NUNYHbLIX YPOBHAX CUHTE3a CTEPOUAHbIX
rOPMOHOB KOpPbl Ha4MO4Ye4YHUKOB - KOPTU30ma U
anbgoctepoHa. Tun HacnegoBaHUA ayTOCOMHO-
PELIECCUBHBIN.



AppeHoreHUTanbHbIN CUHOPOM Y
HOBOPOXOEHHOU AeBOYKMU




