Instytut
Matki i Dziecka

AneTta Ha BCIO XU3Hb.
CuHapom MaTepunHCKOU
deHUNKeToOHYpPUMN.
HenpoTOKCMYHOCTDb
deHnnanaHuHa.
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PeHunKeToHypusa — 601e3Hb Ha BCHO XKU3Hb!

e Het egnHOWN TOYKU 3pEeHUA
-KaKOBbl JOMNYyCKaemMble 6e3onacHble YPOBHU

deH Bo Bpemus nedeHunsa(4mr%;6mr%;12mr%;15mr%?)
-KaK 4acTo N3MepaTb YpoBeHb PEH B KPOBU

* Bce cornacHbi:
-Jle4YeHne cnacaeT 340Pp0Bbe
N *XU3Hb 60NbHbIX PKY
-NIeYNTb HYXKHO BCIO }KU3Hb (Npod. P. Kox)

* JleuuTb BCcex — B Nto6om Bo3pacre!
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HenpoToKCMYHOCTb PEHUNANAHUHA

e Ype3amepHoe coaepKaHue GeH B KpoBU

—> NPOHUKAHME Yepes remaTo — sHUedpann4ecknin bapbep
—> NMPUYNHA NOBPEXAEHMNA TONOBHOIO MO3ra U
HEBPONOIrMYECKMUX HAapyLLEHUWN Y BO/IbHbIX

* Y He/NeYEHHbIX AeTen:
K1 K- yMCTBEHHAA OTCTA/IOCTb JIETKOM CTENEHU —

3 MK — TAXeNaa YMCTBEeHHaA OTCTa/I0CTb
(Koch and Wenz — 1987)

e U IQHa106anoB—1mx, J 1QHa 10 6anoB — 2 mxK
(Smith, Beaslye, and Ades — 1990)
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HenpoToKCMYHOCTb PEHUNANAHUHA

[laToreHe3 ANcHYHKUUU
r0JIOBHOIMO MO3ra

HECMOTPA Ha MHOIMe Hay4Hble
nccneaoBaHMA A0 CMX NOP

HE NOJ/IHOCTbIO BbIACHEH
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HenpoToKCMYHOCTb PEHUNANAHUHA

[lpownoe — neyeHmne OKY ao 6 — 8 rx
Cenyac — gneTa Ha BCHO KU3Hb!

BblcOKMe ypoBHU PpeH B KPOBM MONOAEKN U B3POC/bIX
— HapyLleHMe No3HaBaTeIbHbIX CMOCOOHOCTEN. (NiH,2000).

YayylieHne no3HaTeNbHbIX PYHKLUMM NOC/e BHEAPEHUS
NIeYeHna, paaxe Yy NO3AHO AMAarHOCTUPOBAHHbIX
B60/1bHbIX C TAXKENON YMCTBEHHOM OTCTAaNOCTbIO

(Clark,Gates,Hogan & MacDonald, 1987; Koch&Wenz, 1987; Pietz el al., 1993;
Potocnik&Widhalm,1994)
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HenpoToKCMYHOCTb PEHUNANAHUHA

e Weglage et al.,(2000) — 10-18 net monoaéxb

- Aenpeccus, ctpax, u3onauma un ap...

 Waisbren and Levy - \, aenpeccu n ctpaxa
nocae BO3BpalLeHMA K ANETE
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3at0T NOTOK M36paHHbIX LNAAS , KOHKYpUpYoLWwm
MM TpPaHCNOPTEpPOM Ha YpOBHe re
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HeaoCTaToK AOMAaMMHA

®* HapylweHune no3HaBaTe/IbHbIX M UCNOMIHUTENbHbIX QYHKLUMN:
- KOHUEHTPaLMSA BHUMAHUA

- CNOCOOHOCTb NN1aHMPOBATL

- NAMATb

- CNOCOOHOCTb pewaTb Npobembl

* DMOLMOHANbHbIE HAPYLUEHUA:

- NoBegeHne HeagekBatHoe K CMTyaumu

N HBpYLUEHMe coumnazibHOro noeeaeHnA
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HeanoCcTaTOK CepOTOHUHA

— [Jlenpeccus
— HapyweHuna cHa, 6eccoHHMUa
— Arpeccus

— YpeamepHoe BO3b6yXKAEHME
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HenpoToKCMYHOCTb PEHUNANAHUHA

e “deH,  gonamuHa, |, cepotoHuHa >

— | cuHTesa mnennHa (onuroaeHapoLbITHI),

* J aKTMBHOCTU PepMeHTOB OTCTBEHHbIX 3@ 0Opa3oBaHMe X0NecTeposa — BaXKHOro
KOMMOHEHTa Me/INHA

* 1 akTuBHOCTU pepmeHTOB LepebpocynbdaThiA0B — 3aLLULLAIT MUENUHY Nepes,
aerpagaumen

— /] pacnag munenunHa
— ‘P KonnyecTtBO BOAbI - ,,0TEK” MMENUHa
— HexBaTKa MenuHa — xyke nepeaayvya HeEPBHbIX MMMYNbCOB

— HapyweHune o6pa3oBaHNA HEMPOTPAHCMUTEPOB B CMHAMNCaX
C. Dyer 1999, P.Anderson 2007

HexBaTtka ,,cTpouTe/IbHbIX ” aMUHOKMCIOT — 3afiepKKa pocTa Mo3ra - MUKpoLuedanus
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OrpaHuuyeHue HenpoToKkcnyocTn peHnnanaH1Ha
- 60/1bHbIe NeYEéHHbIe NO34HO

[laxke no3agHee sie4eHme No3BOAET YIYYLUTb COCTOAHUE BONbHbIX
OKRY

» 38 60n1bHbIX PKY:
— AnarHos B Bo3pacte: 0,7 — 7 net (B cp. 2,5 roaa)

- ucxopHoe 1Q/DQ 52,7 ( SD 16) - cpeaHmit Bo3pact 2,5 roaa

- |Q uepes rogbl neyeHuna —1Q 79.0 (SD -16) — cpeaHunim Bo3pact 33,5
roga

» B3poc/ble 601bHble HUKOrAA HE JIeYEHHbIE — BKAOYEHUE AUETDI:
- |Q — He nuameHsaeTcAa

- yAyydlweHne GYHKUMOHNPOBAHMA BONbHBIX : CHUXKEHME arpPeccuu,
CTPaxa, Y/lydleHNne KOHTAKTa C OKPYKEHNEM

F.K. Trefz 2000
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HeaocTaToK MMenmnHa

N3meHeHUnA B 6benom BewecTse ronoBHoro mosra — MRI —
TMNEPUHTEHCMBHbIE U3MEHEeHMA B beslom BellecTBe ro/IOBHOro MO3ra....

... TEM 6OI'IbLLIe, yem aImHHee aKCno3nuynmA

Ha BbICOKME KOHUEHTpauuun ¢eH!

ToKcM4YecKkoe BO34ENCTBE HA MO3T —
obpatnumoe!

NunetoTtepanus - |\ ¢eH — yayyweHmne dyHKUMM ronoBHOro mo3sra!

[loaTOMy Ne4YnTb HYXKHO BCcex B tobom Bo3pacTe!
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OnacHocCTMw...

e [uneta B PKY — pe3Koe orpaHndYeHne NCTOMHUKOB HaTypa/sibHOro 6enka, B
TOM YMC€ MOJIOYHbIX MPOAYKTOB (FNaBHbIN UCTOYHUK KasibLUUA Y
3/10POBbIX)

— CUHTETUYECKME CMECU AMUHOKUCAOT - IMaBHbIM MCTOYHUK KanbUuA y
B6onbHbIX PRY (TEXHONOrMYECKUI Nporpecc)
- PUCK HEe4OCTaTKa MUKPO3/1IEMEHTOB U BUTaAMUHOB

- XpOHUYecKue 3aboneBanmsa, B Tom yncne ORY, HegoctatoyHoe pa3BUTUE
KOCTHOM TKaHWU

 be3 HaTypaabHOro 6enka n 6€3 aMMHOKUC/IOTHON CMECU WU HENOAHAA
A03a Gopmy/bl
- P oeH; L 1np; | 6enok; 3ageprKa pocTa; He4OCTAaTOK Beca; HEXBAaTKa
BuTamuHos (B12, B6 n ap.); octeoneHms — octeonopos

* [lonHasa go3a ¢opmy/bl + NPOAYKTbI COAeprKallme HaTypasibHble benku
- P deH, MMIWIHAA Harpy3Ka novyek 6enKom, U36bITOUYHbIN BEC, TMNepTeH3us
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[MpnyunHbI HapyLWeHNU KOCTHOrOo
obmeHa y 60nbHbIX PKY

BO3MOXHO BAMSAAHME CaMOro OCHOBHOrO 3aboneBaHusA
Ha KOCTHbIN 0bMmeH

lneta He coaepKallasa NCTOYHUKOB KanbLuA

(100 mn kopoBbero monoka = 120 mr Kanbuua)
HapylweHune npouecca abcopbumm mmHepanbHbIX BELLECTB
B NULLEBAPUTENIbHOM TPAKTE C CUHTETUYECTUX

CMecel aMMHOKMNCNOT He coaepKawmnx deHnnanaHnHa
BbicOKkue KoHUeTpaumm deH B CbiIBOPOTKE KPOBU ?
[pepKaweHne cobaoagaHnsa HU3KoOPEeHUNATaHNHOMN
ANEeTbl B NOAPOCTKOBOM BO3pacTe

Hepoctatok pnsanyeckom aKTUBHOCTU
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MpodunakTMka 1 neyeHune HapyLLEeHUN l
KOCTHOro ob6meHa y 6onbHbIX PKY

JleyeHne ocHOBHOro 3ab60/1eBaHUA: AMETA C HU3KUM coaepKaHMeEM deH,

NCNO/Ib30BaHMe be3dpeHnNaNnaHMHOBBIX cmecen 060rawéHHbIX B KaabLUn
N BUTaMUHbI

N36erkaHne Tak HeaoCTAaTOYHOIO Kak 1 U3bbITOYHOro notpebaeHmna 6enka

BocnonHeHnne gedpmnumnta Kanbuma (800 mg < 9 roaa *un3uHm, 1200 (1500)
mg > 9 roga Xu3sHn) n sutammHa D3 — 400 m.e/cyTKM —ocobeHHO B Nnepuos,
WHTEHCMBHOTO POCTa (KOHTPO/Ib OCHOBHbIX HBUOXMMUYECKNX NAaPAMETPOB
MMUHEpPanbHoro obmeHa, abaommnHanbHoro Y3N)

PerynapHaa ¢usnyeckasa akTMBHOCTb

[eHcntomeTpua —y 60abHbIX > 12 neT (NIH PKU Conference report : State of the
science and future research needs — 22-23.02.2012)



AEREMTAMETPIA-
AUBTHRETHBE HOPYIHEH
TBaHY ¥ BRARHR

AP SPINE RESULTS
Fundacja Centrum Rozwoju Med.

ul. Oczki 8 02-007 Warszawa
Uchwat, Arkadiusz AP SPINE BONE DENSITY
Facility: Acquired: 19.11.1999 (4.6f)
17 years 01.12.1981 Analyzed: 19.11.1999 (4.6f)
164 cm 60 kg White Male Printed: 19.11.1999 (4.6f)
Physician: uchwaa00.s98

1LZ-14 Comparison to Referemce

Z.8
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AGE (years)
T
g/cm 3

0.906 73 =33 T3 =33

Image not for diagnosis

3.00ma:Hi-Res Fast DPXIQ 0.6x1.2mm 1.68mm
694595:412341 273.75:204.16:145.17
SFat = 9.4(1.373)

1 - See appendix on precision and accuracy.
Statistically 68% of repeat scans will fall within 1 SD. (10.01 g/cm?)
2 - USA AP Spine Reference Population, Young Adult Ages 20-40. See Appendices.
3 - Matched for Age, Ethnic.
7 - Standardized BMD for L2-14 ia 863 mg/cm?. See J Bone Miner Res 1994; 9:1503-1514
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CUHAPOM MATEPUHCKOWU ®EHU/IKETOHYPUM

e 1957 —dr Charles Dent

- epBoe onncaHue KeHumHbl ¢ PKY — 3 ymcTBEHHOOTCTaNbIX AeTel bes
ORY

- BNepBble CBA3a/1 YMCBEHHYIO OTCTANOCTb AETEN, POXKAEHHbIX XKEHLWUHAMMN
6onbHbiMK PKY c NoBbIWEHHbIM YpOBHEM GEH B KPOBU MaTEPH

* YacrtoTa BpOXKAEHHbIX MOPOKOB Tem bonblue-
Yyem Bbllle YpoBEHb peHnNaNaHMNHA

B KpoBU BepemeHHOMN

Rouse et al.-1997
(International Collaborative Study of Maternal Phenylketonuria 1984-1996)



Oo/1eeT MaTb — cTpaaaeT pebéHa

SHLLIMH, KOTOpble He cobntoaatoT
3KOPEHNTaNAHNHOBOW

eTbl BO Bpemunsa bepemeHHOCTH,
bLLOM PUCK POXKAEHNA pebEHKaA
itHApomom MOKY

Ridout, Walter& Cockburn, 2005)
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M®KY — yT0 3107

CuHapom MatepuHCKO PeHUNKeTOHYpUun
— noBpexaeHue naoaa

BbI3BaHHOE 3KCNO3UNLMNEN

Ha BbICOKME KOHUEHTpaunmn ¢eH

B KpOBM BepemeHHOM KeHuWwmHbl ¢ DKY.

Puck passutua ambpuonatnm 8 MOKY

(ymcBeHHasA oTcTanocTtb, MMKpouedanua, BpoKAEHHbIE NOPOKK cepaL,a
N COCYAUCTOM CUCTEMbI, HU3KUIN BEC NPU POXKAEHUU U AP.)

3HAYUTENIbHO YMEHbLUAETCA KOoraa KOHUeHTpauus ¢eH B KpoBU 60/1bHOM
®KY coaepMTcA B TaK Ha3biBaeMbIX ,6e3onacHbix” npeaenax

2-6 (4) mg%

(R. Koch, F. Trefz, S. Waisbren - Molecular Genetics and Metabolism 99 (2010) S68-574)
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M®OKY- npnymnHbl

e Kputnyeckuin nepunoa pasBuTtms
LEeHTPabHOW HEPBHOW CUCTEMDI,
yepena u cepua — 5-8 Heaenb
N3 Noc/ieAHero MeHCTpyanbHOro nepmnoaa

Maternal Phenylketonuria Syndrome and
Case Management Implications — Patricia J. Gambol,
Journal of Padiatric Nursing, Vol 22, No 2 (April), 2007

5 Hbd

* YposeHb ¢peH y nnoga 1,5-2 pasa Bbille 4Yem B KPOBU MaTepu
—> TepaToreHHoe Bo3aencTeune Ha niog - MORY

(Friedman & Hanson, 2002)
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M®KY - MexxayHapoaHble UcchepoBaHus

e 1980 — Dr Harvey Levy, Dr Roger Lenke (Boston) — nepecmoTp antepatypbl

155 eHuwmH c PKY, 524 6epemeHHOCTU (34 BepemeHHOCTH —
HU3KodeHMNaNaHNHOBAA AMeTa A0 3a4aTuA U BO Bpema Bcenl bepemMeHHOCTH)

Cpean HenevyeHHbIX XXeHLWWH: ’
- YMCTBEHHaA OTCTaNocTb 92% » !
- MuKpouedanua 73%

- HU3KaA macca Tena npu poxaeHmmn 40%

- BPOXAEHHbIE NOPOKK cepaua 12% e
- BbIKMAbIWMN 24%

. Lenke RR, Levy HL. N Engl J Med. 1980 Nov 20;303(21):1202-8, Maternal phenylketonuria and hyperphenylalaninemia.
An international survey of the outcome of untreated and treated pregnancies
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MOKY — FAS

1984 r. — Lipson 1 coaB. — 34 poXXAEHHbIX XKeHwWMHamn ¢ PKY — 6e3 nevyeHmnsa —
CXOACTBO MEXKAY BAAHMEM BbICOKMX YPOBHEN MATEPUHCKOro GeH M anKkorons
Ha Pa3BMBaKOLLMNCA NA0A

(Lipson et al. ,1984)

Baby with Fetal Alcohol Syndrome

FAS Facial
Characteristics:

sealloye | .
openiags...... 4 “EB

smooth
PRI, i S

»
thin upper lip. i > v

- noBpexaeHne naoaa BHyTpPMyTpobHO

- MOXOXW BPOXKAEHHbIE MOPOKMU /
(mnopoku cepaca, ymcTBEHHAA OTCTANOCTb,
MUKpouedanms, aucmopdma nmua)

=Ty
)

- BASAHUE YC/I0BUI HAPYXKHOM Cpefibl — SKCNO3MLMA Ha TOKCUYECKUe BellecTsa
(T deH - ankoronb)

- BO3MOXHa NpodUNaKTMKa:
* | KoHueHTpauun ¢peH B KpoBU bepemeHHOoM KeHLuHbl ¢ PKY — anera;
. 3allKTa Naoaa nepes TepaToreHHbIM BASHUEM a/KOroNs - BO3AeprKaHue
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M®KY — npn3HaKku

* HepBHaa cuctema
- MUKpouedanms
- MOBbILWEH NN CHUXXEH MbILIEYHbINA TOHYC
- runeppednekcusa
- YMCTBEHAA OTCTA/IOCTb PAa3HOWN CTENEHMU

CepaevyHococyaucTana cMctema — CamMble YacTble MOPOKM cepAaLa
. TOF - TeTpanorna ®annora

. CoA - KoapKTauua aopTbl

. VSD - gedpeKkT MmexKKenyao4KkoBoM NeperopoaKku

. ASD - pedeKT mexnpeacepaHon NeperopogKu

. PDA —OTKpbITbI apTepuanbHbi (6oTannoB) NpoToK
. HLHS — cuHapom rmnonnasuu nesoro cepaua

(Wybrane choroby metaboliczne u dzieci, red. B. Cabalska)
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M®RY - npn3Haku

* KocTtHas cucrema: )’( Y
- CUHAAKTUANA, NONANAAKTUANA ! ) “V\‘
< " ME 7\ [
- COKpalLeHne AJIMHHbIX KOCTel .y . )(,'u’ S J
- KOHCKO-KOCOoarble CTonMb! \ 2%

s

*  TPbIXMU:
- NULLEBOAHOro oTBEpPCTUA AMnadparmol
- MaxoBble, MyNnoYHbIE

*  [OPOKM MOYENON0BOUN CUCTEMDI

* aTpes3unAa nuuiesoaa

* aucmopduyeckme 4yepTbl AMLA, KOcornasme

(Wybrane choroby metaboliczne u dzieci, red. B. Cabalska)
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M®KY - neyeHue

OnepaunMoOHHOE KOPUTUPOBAHMNE BPOXKAEHHbIX MOPOKOB
JleueHune Kocornasums

Peabunnutauus

Jloronean4yeckan TPEHUPOBKaA

[lcnxonornyeckme KOHCybTauum

Ctumynauma obuiero pa3suTtumA....

100 % ycnexa HeT!
YMCTBEHHaA OTCTaNOCTb
HEOBPATUMAA!
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M®KY - neyeHue

e EAMHCTBEHHbIN ycneLwHbIn cnocob
3almnTbl pebeéHKa nepen MPKY

[TPOPUTAKTUNKAL

Jlneta Ha BCIO }KMN3Hb

WU KaK MUHUMYM

Ha 3 mecAua Ao bepeMeHHOCTH

n BO Bpems Bcen bepemeHHocTH!
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