JIEPYKABHUI EKCITEPTHUI LIEHTP
MIHICTEPCTBA OXOPOHHU 3JI0POB’S VKPATHU

HAIIIOHAJIBHA IUTAYA CIHEHIAJII3OBAHA JIIKAPHA «OXMATAUT»
MIHICTEPCTBA OXOPOHH 3/I0POB’5I VKPAIHU

YKPATHCBHKA OPT'AHI3AIIIS BATHKIB JITEHM-THBAJIIIIB, XBOPUX
HA ®EHIKETOHYPIIO

BCEYKPAIHCBKA IICUXOJIATHOCTUYHA ACOLIALILA

®EHIJIKETOHYPIS TA IHIII IIOEP®EHIIAJTAHIHEMII

AJJAIITOBAHA KJITHIYHA HACTAHOBA, 3ACHOBAHA HA
JAOKA3AX

2015
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Po6oua rpyna 3 aganrauii KJIiHiYHOI HACTAHOBH

I'opoBeHKO
Haranis
['puropiBHa

['peuanina
Omnena fIkiBHa

barpacaposa
Inrpera
BapranoBna

bepexuanit
B’suecnaB
Bomogumuposnu

bexeroBa I'anmuna
Bononumupisaa

byraiiosa
Onena BanepiiBHa

bypnauyk
Oner JleoH110BUY

Boaocosenpb
Onekcanap
[lerpoBnu

3aBigyBad Kadeapu MeauyHoi 1 Ja0opaTOpHOI TEHETHKH
HarionansHoi MeauyHOI akamemil INCISIUINIIOMHOI OCBITH
imeHi [LJI.Iynuka, wien-kopecnonaeHT HAMH Vxkpainu,
JI.MeI.H., Tpodecop, TOJOBHMM IO3AITATHUM CIEHialiCcT
MO3 Vkpainu 31 cnemiaabHOCTI «l'eHeTHka MeaudHay
(3rigHo 3 HakazoM MO3 Vkpainu Big 18.09.2014 Ne 482-x),
3aCTYIMHUK T'OJIOBH pOO0YOi IPYIH 3 KJIIHIYHUX IMUTaHb;

JTUPEKTOp YKpPaiHCBKOTO 1HCTUTYTY KJIIHIYHOI TE€HETUKH
XapKiBCbKOTO HAIIOHAJBHOTO MEIWYHOTO YHIBEPCHUTETY,
yieH-kopecnonaeHT HAMH VYkpainu, n.men.H., podecop,
TOJIOBHMM Tmo3amratHui crnemianict MO3  Ykpainu 31
CHEI1aJIbHOCTI «['enetuka MEIUYHA. I'enetnka
nabopatopHa», (3rimHO 3 Hakazom MO3 VYkpainu Bix
10.12.2012 Ne 526-x);

3aBlAyBad BiAJUIEHHS AUTS40i Hedposorii JlepxaBHOl
yctaHoBH «IHctuTtyr  Hedposorii  HAMH — Vkpainwy,
[Ipesunent Acouiauii HedpoisioriB  YKpaiHu, J.MEA.H.,
npodecop, TOJIOBHMM mo3amTaTHUi cremamct MO3
VYkpainu 31 crnemianbHoCcTi «JluTsiya Hedposoris» (3riiHo 3
Hakazom MO3 Ykpaiau Big 10.12.2012 Ne 526-x);

3aBigyBau kadeapu nemiatpii Ne 2 HarioHansHOT MeAMYHOL
akagemii micasaumiomMHoi  ocBit  imeHi [LJLIIynwuka,
J.MeJI.H., ipodecop;

3aBigyBad Kadeapu AUTSIYMX Ta MIIJTITKOBHX 3aXBOPIOBAHB
HMAIIO im. ILJI. llynuka, a.men.H., mpodecop, roJOBHUN
no3amrarauil  criemamct MO3 VkpaiHu 31 CHeIiaabHOCTI
«Ilemiatpis» (3rimno 3 Hakazom MO3 VYkpainu Bijg
18.09.2014 Ne 482-x);;

JTOIEHT Kadeapu MEIUYHOI TEHETUKH XapKiBChKOIO
HaIllOHATBHOTO  MEIWYHOTO  YHIBEPCHUTETY,  3aBilyBay
BITIJICHHST  KIIiHIYHOT TeHeTuku (OOmacHOro  IEHTPY
CraikoBOi MaToJIOTii CIOMYYHOI TKAHWHH ), K.MEJI.H.;

cekperap ['pomancekoi  opranizamii  «BceykpaiHcbka
[IcuxomiaraocTuyHa Acorarisy;

3aBigyBau kadenpu mnemiatpii HaimioHaJbHOTO MEIMYHOTO
yHiBepcuteTy iMeHi O.0. boromonbis, a.men.H., mpodecop,
rojoBHUN mo3amratHuil crnemamict MO3  Vkpainun 31
cnemianbHOCTI  «JluTsua KapaiopeBMaToJoris» (3riAHO 3
Haka3zoM MO3 Ykpaiau Big 18.09.2014 Ne 482-x);



['peuanina
FOnis bopuciBna

JloHCBKa
CeiTiana
bopuciBHa

Kanaun
Ipuna AnapiiBHa

3nu0chka
Onena IlerpiBHa

Kamiacbkuii
B’suecnaB
Bosogumuposuu

KonecHuk
Mukosa
OJiekciitoBuY

MaprtrHiOK
Bonogumup
OpiitoBuu

MapieHKOBChbKUH

[rop AnaromiiioBud

JTOTCHT Kadeapu MEAWYHOI TEHETUKH XapKiBChKOTO
HAIlIOHATHPHOTO  MEAUYHOTO  YHIBEPCHUTETY, JIHPEKTOP
XapKiBCbKOTO  CMELiali30BaHOTO  MEAUKO-TEHETHYHOTO
IEHTPY, K.MEJI.H.;

3aBilyBay HEHTPY UTAYO01L OHKOI'€MaToJIoril 1
TpaHciutanTaiii kictkoBoro Mo3ky HIICJT «OXMATIAUT»
MO3 Vkpainu, K.MEI.H., JAOLEHT, TOJIOBHUW MO3aIITAaTHUN
cunemiamict MO3 Vkpainn 31 cremiaibHOCTI  «/[uTsua
rematoJsiorisiy (3rimHO 3 Hakazom MO3  VYkpaimm Bin
18.09.2014 Ne 482-k);

npodecop kadeapu TEHETUKM Ta MEIUIMHU IUJIOAY
XapKiBCbKOI0 HAI[IOHAJIBHOTO MEIUYHOTO YHIBEPCHUTETY,
J.MEA.H.;

JTOIEHT Kadeapu MEIUYHOI TEHETUKH XapKiBCHKOIO
HaIllOHAJIBHOTO MEIUYHOTO YHIBEPCUTETY, K.ME/I.H.;

3aBiyBau Kadenpu axymiepcTBa 1 TIHEKOJOTii  Ta
penpoayktosiorii  HamionanmpHOi  MeauuHOi  akajemii
nicnsauuioMuoi  ocBith  iMeHi  [LJI. Ulynuka, 4ien-
kopecnonnenr HAMH Vkpainu, a.men.H., mnpodecop,

TOJIOBHMM Tmo3amratrHui crnemianict MO3  VYkpainu 31
CHEIIaTbHOCTI «AKYIIEpCTBO 1 TIHEKOJOTis» (3riAHO 3
HakazoM MO3 Vkpainu Bifg 18.09.2014 Ne 482-k);

nupekTop 1HcTuTyty Hedposorii HAMH Vkpainu, n.men.s.,
npodecop, TOJOBHHMM mo3amrTaTHUd  cnemiamict  MO3
VYkpainu 31 cnemiansHocTi «Hedposorisy (3riqHo 3 HaKa3oM
MOQO?3 Vkpainu Big 18.09.2014 Ne 482-x);

TUPEKTOp YKpaiHCBKOIO MEAMYHOIO LEHTPY pealumiTamii
JTEN 3 OpPraHiYHMMH ypaKeHHSIMH HepBOBoi cuctemu MO3
YKpaiHu, K.MEI.H., [OLEHT, TOJIOBHMUM MO3aIITaTHUU
cnemiaict  MO3  Vkpainu 31 cnemiaabHOCTI  «/[uTsua
HeBpoJorish» (3rigHo 3 HakazoM MO3 Vkpainu Bix 18.09.2014
Ne 482-x);

KEpIBHUK BIUIUTY TICUXIYHUX PO3JIAAIB AITEH Ta MiJIITKIB
VYKpaiHCBPKOTO HAayKOBO-IIOCIJIITHOTO 1HCTHUTYTY COLIaJbHOI 1
CylloBOi mcuxiatpii Ta Hapkojorii MO3 VYkpainu, K.Mea.H.,
rojoBHui mo3amTarHuil cnemianict MO3  Ykpainu 31
crietiaibHOCT1 «JluTsya ncuxiaTpis» (3rigHo 3 Hakazom MO3
Vkpainu Big 18.09.2014 Ne 482-k);



Martoxa
Jlapuca ®denopiBHa

MocTOBEHKO
Paica BacuniBHa

Hersoxenko
Bacuib 3axapoBuu

OnbpX0BUY

Haranis BikropiBHa

Open Onbra
OmnerisHa

[Tiuxyp
Haranis
OnekcanapiBHa

Poccoxa 3o0s
IBaHIBHA

Trauenko
Osena BacuiiiBHa
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3aBigyBau Kadeapu CiMEMHOI MEIUIMHM Ta amMOyJaTOPHO-
MOJIKIIKHIYHOI JormoMoru HaroHaneHOI MeIUYHOI akaaeMil
nicasaauiuioMuoi  ocBitu  imeni  [LJI. [llynwuka, a.men.H.,
npodecop, TONOBHUM mozamtaTHuM  cremiamict  MO3
VYkpainu 31 cnemiajgbHOCTI «3arajbHa MpakTUKa — CIMEWHa
MenuiurHay (3riiHo 3 HakazoM MO3 Vkpainu Big 18.09.2014
Ne 482-k);

3aBigyBad IUTSIYOTO 1H(DEKIIHHOTO BITIJIEHHS
HACI «OXMATIAUT» MO3 Ykpainu, K.MeI.H., TOJOBHUI
no3zamratauil cremianict MO3 Ykpainu 31 crnenianbHOCTI
«ITemiatpis» (3riguo 3 HakazoM MO3 Ykpainu Big 10.12.2012
Ne 526-k);

3aBigyBad Kadeapu MpOIEAEeBTUKN BHYTPIMIHIX XBOpoO Nel
HartionansHoro MEJINYHOTO YHIBEPCUTETY IMeH1
0O.0. boromonbis, uneH-kopecnionngeHT HAMH Vkpainu,
J.MEeI.H., Tpodecop, TOJOBHUN IMO3AINTATHUN CIHEIlaIicT
MO3 Vkpainu 31 ciemianbHocTi «Teparis» (3riIHO 3 HaKa30M
MOQO3 Vkpainu Big 18.09.2014 Ne 482-k);

3aBiyBau Jjaboparopii MEIMYHOI TE€HETUKH  MEIHUKO-
renetnyHoro uenrpy HACJI «OXMATAUT» MO3 Ykpainu,
K.010J1.H, ToIoBHUI mo3amTatHuil cneuianict MO3 Ykpainu
31 cnemanbHOCTI «l'eHeTnka mnaboparopHa» (3rigHO 3
HakazoM MO3 Vkpainu Big 18.09.2014 Neo 482-k);

acmipanT kadeapu KIHIYHOI ICUXOJIOTIi Ta
IICUXOI1arHOCTUKNA KHUIBCHKOTI0 HAIlOHAJIHLHOTO
yHiBepcuTeTy imeHi Tapaca IlleBuenka, uneH KuiBchkoro

BinmineHHss ['pomazacekoi  opranizamii  «Bceykpainchka
[IcuxomiarHocTuHa Acoriarisy;

3aBilyBay enTtpy MeTa0OTIYHUX 3aXBOPIOBAHb
HarionanesHoi JTATSYOT creriaji3oBaHol JKapHi

«OXMATIOUT» MO3 Ykpaiau, K.ME1.H.;

JTUPEKTOp pedepeHC-LIEHTPY 3 MOJEKYJSIPHOI 11arHOCTUKHU
MO3 Vkpainu, K.ME/I.H.;

3aBigyBaud kadenpu HeBposorii Ne2 HamionansHOT Meau4HOT
akamemii micasaumuiomHoi  ocBitu  imeni [LJI. lynuka,
I.Mef.H., podecop;



Xap4yeHko
Haramis
B’saueciaBiBHa

[Mampin
Oger
['ernamiiioBuy
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3aBigyBau  Kadeapu  TacTpOSHTEpoJsorii, Jieroiori i
€HJIOCKOITIT HartionansHo1 MEIUYHOT akazemii
nicasaauiuioMuoi  ocBitu  iMeni  [LJI.  Illynuka, wien-
kopecnionieiT HAMH  Vkpainu, na.men.H., mpodecop,
3aCHYKEHUM [i4 HayKM 1 TEXHIKM YKpaiHW, TOJOBHHUI
no3amratauil  cnemianict MO3 Ykpainu 31 chemniajbHOCTI

«[actpoenteponoristy (3rimHo 3 Hakazom Bim 17.11.2014
Ne 622-k);

3aBiyBad BiAIUTy MpoOJieM XapuyyBaHHS Ta COMATHYHHX
3aXBOpIOBaHb MJiTe paHHbOTO BiKy JlepkaBHOi yCTaHOBH
«IlHcTuTyT meniatpii, akymepctBa 1 riHekonorii HAMH
VYkpainu», A.MeI.H., TOJOBHUM TMO3AIITaTHUN CHEIialicT
MO3 Ykpainu 31 CIIeLIJIbHOCTI «JluTsaua
racTpoeHTepoJjorisi» (3rigHo 3 HakazoM MO3 Vkpainm Bif
18.09.2014 No 482-x).

Meroanunuii cynpoBi Ta iHdopmarliiiHe 3a0e3neueHHs

Jlimumnaa
Osnena MuxaiiiBHa

I'opox €BreHiit
JleoH1moBHY

Menbauk €Breuis
OnekcanapiBHa

[Munkina Onena
OnekcanpiBHa

Mirens Onekcanap
Bonogumuposuu

JUPEKTOp JenapTaMeHTy CTaHJapTH3alli MEIUYHUX MOCIyT
JlepxaBHoro mignpueMcTBa «JlepkaBHUI €KCHEpTHUN LIEHTP
MO3 Vkpainn», K.Me1.H., CT.H.C.;

HayaJbHUK  BIIAUTY  SIKOCTI  MEAMYHOI  JIOMOMOTH  Ta
iH(popMaIIiHUX  TeXHOJorid JlepkaBHOro MIAIPUEMCTBA
«/lepxaBHui ekcneptHui neHTp MO3 Ykpainmw», K.T€X.H.;

HAYaJIbHUK  BIJAUTY JOKa30BOI MeaunuHu  Jlep>kaBHOTO
nignpueMcTBa «/lepxkaBuuit  excrieptHuit  neatp  MO3
Ykpainn»;

HAYaJIbHUK BIAAUTY METOJUYHOTO 3a0e3leueHHs] HOBITHIX
TEXHOJIOTIH y cdepl oxopoHi 310poB’ss JlepxkaBHOTO
mianpueMcTBa «Jlep>kapauit  ekcrieptHuid  neHtp  MO3
Ykpainny;

3aBilyBau CEKTOPY €KOHOMIYHOI OLIHKYA MEANYHUX TEXHOJIOT1M
JepxxaBHoro mignpueMcTBa «JlepkaBHUN €KCHEepTHUN LIEHTP
MO3 Vkpainm».



Jep:xaBuuii ekcnepTHHil neHTp MiHicTepcTBa 0XOPOHHM 310POB’s1 YKPAIHU € WICHOM

Guidelines International Network
(MixHapoHa Mepexa HaCTaHOB)

ADAPTE (®paniis)

(MixxHapoJHUN MPOEKT 3 aIanTallii KJI1HIYHUX HACTAHOB)

PenenzenTn

Hynina Beponika
MuxaitiiiBHA

CBTYIIEHKO
Cranicias
KocTsaTnHOBHY

No
YHIBEPCUTETY

2  BigHHIBKOrO
IMeH1

3aBiayBady Kadenpu memiarpii
HAI[IOHAJIBHOTO MEIUYHOTO
M.I. ITuporosa, a1.Mex.H., mpodecop;

npodecop kadenpu HeBposorii XapKiBChbKOi MEIUYHOI
akajieMii MiCISIIUIUIOMHOL OCBITH, I.MEJ.H., Ipodecop.

JlaTa HacTynHOro neperJsay: :koBreub 2018 poky.



3MICT

CnHcok CKOpOYEHb
[lepenMoBa MyJNbTUAUCHMIUIIHAPHOI poOOYOi Tpynmu 3 ajanTamii KIiHIYHOI
HacTaHOBU. CHHTE3 HACTAaHOBH.

Ixepeno: Phenylalanine hydroxylase deficiency: diagnosis and management
guideline/ ACMG PRACTICE guideline. American College of Medical
Genetics and Genomics 2014:

MacoBuii HeoOHaTaTbHUI CKPUHIHT Ta J1arHOCTHYHI TECTH
[Himania repanii

HieToreparnis

dapmakoTepartis

[ToxuTTEBE JIIKYBaHHS

Marepuncekuii gedinutr GAT

KoHcynbrariist reHeTnka

HelipokoruiTuBH1 Ta MCUXOJIOTIYHI HACIIJIKH

[lepexin y 3pinuii Bik

MaiiOyTHI HaNPsSIMKU

Ixepeno:  Management of Phenylketonuria. National Society for
Phenylktonuria. The United Kingdom, 2014:

3aranpue BegeHHss DKV B autsuomy Bim (3a BuHsiTkoM OKVY y mopocnux i
MaTepiB)
3aransHe BenenHs OKY y nopocnux Ta miamiTKiB

Cnucok mitepatypu

Cncox JiTepaTypu, BAKOPUCTAHOI B MPOIIEC alanTarlii KJIIHIYHOI HAaCTaHOBU
HNonaroxk 1. IlpoBenenns 3-1eHHOTO O10MTEPUHOBOTO TECTY

Honatok 2. PekoMeH10BaH1 HOpMaJIbHI piBHI (DeHINaNaHIHY Y ASIKUX KpaiHax
Honaroxk 3. JlikyBaHHS AepIUUTY TETPariipoONTEPUHY

Jonarok 4. MOHITOPUHT XBOpUX Ha (PEHIJIKETOHYPIIO MMiJ Yac Al€eToTepanii



Cnucok CKOpoYeHb

BEPX —
BHAK —
BBC —
BH4 —
['®A —
303 -
MHC —

M®KY —
«OXMATOUT» -

HI3 =
HIIC =
CHH -
TMC =
TIIH -
DA -
DAT -
OKY =
1 -
FDA -

USPSTF —
SIGN —

BUCOKOE(EKTUBHOI PITMHHOI XpoMaTorpadii
BEJIMK1 HEWTpaabHI aMiHOKUCIIOTH

BPOJI>KEHI BaJId CepIlst

TeTpariaApodionTepin

rinepeHinanianineMis

3aKi1a] OXOPOHH 3/10POB’S

MacOBHI HEOHATATbLHUN CKPUHIHT

MaTepUHChKa (PEHIJIKETOHYPIs

HamionanpHa auTsya criemiaiizoBaHa JiKapHs
«OXMATIONUT»

HamionanpHU#M IHCTUTYT 310POB'S

HEOOX11HE IIOICHHE CII0KUBAHHSI

CKpPUHIHT HOBOHAPOIKEHUX
TaHJEMHA Mac-CIIEKTPOMETPIs

TUCSY TIap HYKJICOTHI1B
deninanaHin
(dbeHlIaIaHIHT 1 IPOKCHITa3a
(beHITKeTOnypist
baroopUMeTpUYH1 JOCTHKEHHS.

VYrpaBiaiHHS 3 KOHTPOJIIO 33 XapUOBUMU MPOIYKTaMHU 1
nikapcbkumu 3acobamu CIITA
PoGoua rpyna 3 npodutaktuynoi ciyxou CHIA

[oTnanacbka MIXyHIBEpCUTETChKA Mepeka HACTAaHOB
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NEPEIMOBA MYJbTUIUCLHUIUIIHAPHOI POBOYOI TI'PYIH 3
AJTATITAIUT KJTHIYHOT HACTAHOBHU. CUHTE3 HACTAHOBH

Jlana KkJIiHIYHA HACTaHOBA € aJalNTOBAHUM JJISI CHCTEMH OXOPOHH 370pPOB's
VYKpaiHu CUHTE€30M KJIIHIYHUX HACTAHOB:

Phenylalanine hydroxylase deficiency: diagnosis and management
guideline/ ACMG PRACTICE guideline. American College of Medical
Genetics and Genomics 2014.

Management of Phenylketonuria. National Society for Phenylktonuria.
The United Kingdom, 2014.

B Vkpaini npuiiaaro 3akon Ykpaiau Bix 19.11.1992 Ne 2801-XII OcHoBu
3aKOHOJABCTBA YKpaiHU MPO OXOPOHY 3/I0POB’s 31 3MiHAMHU (3aKOH YKpaiHU Bif
15.04.2014 Ne1213-18 «IIpo BHeceHHs 3MiH 70 OCHOB 3aKOHOJABCTBa YKpaiHU
PO OXOPOHY 3J0POB’S IIOAO 3a0e3mnedeHHs MNPOQUIAKTUKH Ta JIKyBaHHS
pinkicHux (ophaHHHUX) 3aXBOPIOBaHbY»), SIKUM MAa€ PEryJIOBaTUCS JCpiKaBHE
3a0e3MeueHHsl 3aX0/1IB 3 MPOPUIAKTUKU PIAKICHUX (Op(aHHUX) 3aXBOPIOBaHb, /10
SAKUX BIIHOCSATHCA 1 (PEHUIKETOHYPIsl, Ta OpraHi3allil0 HaJlaHHA TPOMaJsHaM, Kl
CTPaKJaI0Th Ha TaKl 3aXBOPIOBaHHS, BIIMOBIIHOI MEANYHOI JOoTOMOTH. BonHoyac
CITiJ 3ayBa)KHUTH, IO KJI1HIYHI IPOTOKOJIH, K1 PErIaMEHTYIOTh HaJaHHS MEIUIHOI
JIOTIOMOTH TalfieHTaM 3 (PEeHUIKETOHYpIED Ha OCHOBI Cy4YaCHOI MIKHapOJHOI
1H(popMaIlli MOoA0 JIKYBAHHS LOIO TSHDKKOTO 3aXBOpIOBaHHS B YkpaiHi a0 2015
pPOKY OyJIH BiICYTHI.

Jlany amanToBaHy KIIHIYHY HACTaHOBY TIPOINOHYETHCS PO3TISIAATH 5K
iH(opMalliitHe Kepesio 1oA0 BUOOPY METOAY JI1arHOCTUYHOI Ta JIIKYBaJIbHOT
TaKTUKHU MpU (PeHUIKeTOHYpii. BoHa He mpu3HayeHa Jig 3aCTOCYBAaHHS B SIKOCTI
CTaHJapTy JikyBaHHs. CTaHIapTH JIKYBaHHS BU3HAYAIOThCS HA OCHOBI BCIX
KIHIYHUX JaHWUX, JOCTYIMHUX JJII KOXKHOTO OKPEMOI'0 BHIIQJAKY BiJIIOBIIHO
BJIOCKOHAJICHHS] HAYKOBUX 3HAaHb 1 TEXHOJIOTIH, a TaKOX PO3POOKH Mojenei
JiKyBaHHs. BUKOHaHHS peKOMEH[alllii HACTAHOBU HE € TapaHTOM YCIIIIIHOTO
pE3yNbTAaTy 3aXBOPIOBAHHS B KOKHOMY pa3si, iX TaKOX HE BapTO 1HTEPIPETyBaTH
SIK TaKi, 1110 BKJIFOYAIOTh yC1 BIAMOBIAHI METOIM JIIKyBaHHS a00 BUKIIOYAIOTh 1HIII
MOJKJIMBlI METOAM JIKyBaHHS ISl JOCSTHEHHS pe3ynbTariB. OcTaTo4yHe pillleHHS
10/10 BUOOPY MEBHUX KIIIHIYHUX MPOLEAYp Ta IJIaHy JIKyBaHHS MOBUHHE OyTH
yXBaJICHE BIJANOBIJHUMH TMpAI[iBHUKAMU OXOpPOHHU 3J0pOB'S 3 YypaxyBaHHSIM
KJIIHIYHUX JaHUX, OTPUMAHUX Y KOHKPETHOTO Malll€eHTa, PE3yJIbTaTIB JIIarHOCTUKU
1 IPUMHITHUX METOMIB JIIKyBaHHS.

Po3pobka yHi(iKOBAaHOTO KJIIHIYHOTO MPOTOKOIY MEAUYHOI JOTMOMOTH JjIst
NalieHTIB 3 (EHUIKETOHYpI€I0 Ta I1HIIUMU rinepdeHuUIalaHIHEMIAMH €
HAJ3BHYAaiHO  BaXJIWBHM  3aBJaHHSIM, SKE  BHUKOHYETbCA B  paMKax
MYJIBTUIUCIUILTIHAPHOT POTpaMK HaJIaHHS MEIUYHOT JTIOTTIOMOTH Ta 3/IIIMCHEHO Ha
OCHOBI1 JI0Ka3iB e(EeKTUBHOCTI BTpydYaHb, (hapmakoreparii Ta opraHizarliiHuX
MIPUHIINITIB ii HaTaHHA, 10 BUKJIAJSHI B IaHIM aganToBaHIM KIiHIYHIM HACTaHOBI.
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Phenylalanine hydroxylase deficiency: diagnosis and management guideline/
ACMG PRACTICE guideline. American College of Medical Genetics and
Genomics, 2014.

HedimuT ¢eHinanaHiHTIAPOKCHIA3H, SIKUH BIIOMHM y JiTepaTtypi MiJg Ha3BOIO
(heHITKEeTOHYPisl, TPU3BOANTH 10 HAKOTMYCHHS ()eHUIaTaHIHy B KPOBI MAITIEHTIB 3
UM 3axBopioBaHHsM. lle Oyrna mepima BpokeHa MOMMIIKAa MeTabomi3My, SKy
11eHTU(IKYBaM [UIIXOM MOMYJSIIAHOTO CKpUHIHTY. PaHHe BUSBICHHS Ta
JIKyBaHHS I1i€] MaToyiorii Hajgae 3MOTy 3amo0irTh HAWOUIbII JApaMaTHYHUM
KJIIHIYHUM HacliJKaM [bOTo mopymieHHs. OJHaK y TAaIl€HTiB, SKI OTpUMAaIU
JIKyBaHHS BlJ CaMOro HapoOJ/DKEHHs, OyJo BHSBIEHO MpoOJIeMH, TOB’s3aHI 3
HEBPOJIOTIYHUM PO3BUTKOM, a TaKOK ICUXOJIOTiuHI mpobsemu. Ha nomnoBHeHHs
JI0 1[bOTO, OYJIO TOBEJEHO TOKCUYHUHN e(PEeKT MiABUIICHOrO PiBHS (eHIJaNTaHIHy B
KpOBI MaTepi Ha pPO3BUTOK IUIOAY, IO MIATBEPAWIO BHMOTH CIICHIATIICTIB
BIJIHOCHO HEOOXIHOCTI TOXXUTTEBOIO JIiKyBaHHs. HallloHanmbHUN 1HCTUTYT
3JI0pPOB’sl CTaB CIIOHCOPOM JIBOX BEJIMKHUX KOH(pepeHIin (X po3auise nepioj] yacy
noHay 10 pokiB), Ha SKUX OyJI0 MPOBEICHO OIS HASBHUX JIAHUX IIOAO JIe(iluTy
(eHIaNnaHiHT1IpOKCUIa3y, ajle, THM HE MEHIIe, BIJCYTHI 3arajJbHONPHUIHSITI
peKOMeHAallli 3 JIIKyBaHHS I[bOT0 CTaHy. MeTa 11i€i HACTAHOBU — BUKOHATU OTJISI
HasBHUX y MEIWYHIN JiTepaTypi JOKa3iB, sIKI CTOCYIOThCS JIKYyBaHHSA AEQILUTY
(deHITaNnaHIHTIIPOKCUIa3d 1 PO3POOUTH pEKOMEHAAlli 3 JIIarHOCTHKU Ta
JIKyBaHHS I1bOTO 3axBopioBaHHA. 1100 BIAMOBICTM Ha KIIOYOBI MUTAHHS, SKI
CTOCYIOTBCSI JIarHOCTUKM Ta JIIKYBaHHS JediuuTy (QeHiTanaHiHriIpoKcuiIasy,
poboua rpyna, cTBOpeHa AMEPHUKAaHCHKUM KOJEIKEM TIE€HETHKH Ta T'€HOMIKH,
BUKOpHUCTaja OTJs] JOKa3iB 13 OPUTIHAIBHOI KOHCEHCYCHOI KOH(EpeHIil
HarionanpHOr0 1HCTUTYTY 3J0POB’Sl 1 HEABHO OHOBJICHWW OTJISi[l, BUKOHAHUI
ATeHIII€I0 3 TOCTIKeHb B OXOPOH1 3/I0POB’Sl Ta OIIHKU iX SKOCTI. UneHu rpymnu
KOHTaKTYBaJId Mk CO0010 Tele(OoHOM, a TaKOXK 3yCTpidajuCh BIPOJIOBK POKY,
00 BUKOHATU OTJISi[ BCIX JaHUX, PO3POOMTH HACTAHOBH M 1MeHTU(DIKYyBaTH
KJIFOUOBI TPOOJIEMH B HAIIMX 3HAHHSIX, SIKI CTOCYIOTHCS IIOTO CIAJKOBOTO
po3znany. HaiiBaxnuBiue Te, 10 JIKyBaHHS AePIUUTY (EeHIIaNaHIHT1IPOKCUIa3n
NOBUHHO OyTH MOXXHUTTEBUM, 1 METOIO LILOTO JIKYBaHHS € MiJATPUMAHHS DPIiBHS
dbenutananiny B kpoBi B aiana3oHi 120-360 mxmonb/n. J[oMiHytrouMM METO0M
JIKYBaHHS € TIEBHI OOMEXEHHS B JII€TI, TA BUKOPHUCTAHHS CHEL1aIbHO CTBOPEHUX
MPOJYKTIB 13 HU3bKMM BMICTOM MpPOTEiHY Ta (eHUIaNaHiHy 1, UMOBIPHO, TaKUi
MIIX1J] 3aJUIIATBCS OCHOBHHUM  KOMIIOHEHTOM Tepamii B  HeJaJIeKOMY
MalOyTHHOMY. dapmakoTepartis neinuty deHinaTaHIHTAPOKCUIIA3H
3HAXOJWTHCS HAa PAaHHIX CTAisIX CBOTO PO3BUTKY 1 HA PUHKY B HASBHOCTI JIMIIIE
OJIMH CXBAJCHUU mpemnapar (camponTepHuH, MOXiJAHE MNPUPOIHOrO KOPaKTOpPy
deHimanaHIHT1IPOKCUIIa3n), 1HIN MpenapaTu 3HAXOMIThCS Ha CTafii po3poOKwH.
Bpemri-pemt, sikyBaHHS —aedinuTy  GeHUTATaHIHTIAPOKCUIA3un MOoTpedye
IHAMBIAYaTbHOTO MIAXOAY 13 3aCTOCYBAaHHSM PI3HOMAHITHUX MEAMKAMEHTO3HHUX
npenapariB, a TaKOX 3 BHUKOPUCTAHHSAM CHEIIaJbHO CTBOPEHUX MPOAYKTIB.
["os10BHOIO METOIO Teparlii MOBUHHO OYTH 3HWKEHHS PiBHA (peH1JIaJaHIHy B KPOBI 1
OyIp-sike  BTpY4YaHHs, BKJIIOYAlOYM  3aCTOCYBaHHS  MEAMKAMEHTIB  a0o



11

KOMOIHOBAaHHUX METOIB JIIKYBaHHS, SIK€ Ja€ 3MOTy JOCSATTH Ili€l MeTH 3
ypaxyBaHHSM 1HAUBIIyaIbHUX OCOOJIMBOCTEH MallieHTa Ta 0€3 THITUX HEeraTUBHUX
HACJIJKIB, TOBHHHO PO3MVISIATUCh SK  BIANOBIIHUM METOJ  JIIKYBaHHS.
3ayIMIIalOThCsl CYTTEBI MPOTAIMHUA B JIOKa30BiM 0a3l, SIKI CTOCYIOTbCS HAIIOTO
PO3YMIHHS ~ ONTUMAJIBHUX  METOJIB  JiKyBaHHA jAedbiuuty  (QeHUTaTaHIH
TApOKCUIa3Ku, MOOIYHUX €(EeKTIB TaKoro JIKyBaHHSA 1 BIJTAJICHUX HACIIIKIB
HaBITh T0OpE KOHTPOJIHLOBAHOTO 3aXBOPIOBAHHS Y JITEH Ta TOPOCTHUX.

Hedimur  deninananinrigpokcunazu (PAI), skuil TpaauIliiHO Ha3UBaIU
dbenuikeronypiero (OKY) BHacHiOK HAKONMUYEHHS B Ce€Yl YpaKeHHX Oci0
XapakTepHUx (EHUIKETOHIB, IMOCIJa€ Ba)XJIMBE MICIE B 1CTOPIi MEIUIIMHHU SK
nepina BpopKeHa MOMUIIKa METa0o0i3MYy, SKY BIAJIOCh 1ICHTU(IKYBATH MIJISIXOM
MONYJISIIIIAHOTO CKPUHIHTY, 1 1I€ CTaJl0 MOYAaTKOM HOBOI €pU B J1arHOCTHIIl Ta
JiKyBaHHI reHeTuyHuXx posnaniB. ®KVY Bnepmie Oyna ommcana B 1934 pomi
HOpBEXCbKUM JikapeMm Asbjorn Folling. Onnak nume B cepenuni 1950-x poki
nepuioro narienta 3 aedinurom OAIT movanu JiKyBaTH, 3aCTOCOBYIOYH JIIETY 3
HU3BKMM BMICTOM (peHinanaHiny. | Xxoya B IbOro Mepuioro naii€HTa Bxe Oyiu
HasiBHI HE3BOPOTHI MOPYIIEHHS PO3BUTKY, TUM HE MEHIIE, B HbOT'O CIIOCTEPIraiu
KJIIHIYHE TIOKpAIIeHHsS 1 3HIKEHHS piBHS (eHlnanaHiHy B kpoBi. [IpubnuzHo B
ne camui 4yac ineHTU(diIKOBaHO OloXIMIYHUN nOedeKT, a came 3HUKCHHS
aKTUBHOCTI Te4iHKOBO1T DAL, 1110 JIe)KUTh B OCHOBI MATOTE€HE3Y 3aXBOPIOBAHHS.
Hedinur GAID HallTOUHIIIE OMHUCY€E CHEKTP KIIHIYHUX (DEHOTHUIIIB 3 J11alla30HOM
Bin OKVY 10 rinepdeninamanigemii 1 came TOMy M€l TepMiH MU OyaeMo
BUKOPHCTOBYBATH B IIUX HacTaHoBax. Terpariapobiontepud (BH4) € HeoOxigHUM
koakTopom mnsa akTuBHOCTI DAL, 1 piAKICHI TeHETHUYHI Ae(PEKTH Ha TUIAXY
cunte3y BH4 abo ioro nepepoOku MOKyTh MPU3BOJUTH JO BTOPUHHOTO AEPIIUTY
®AI' 1 miABUIIEHHIO pIBHS (PEHUIANlaHIHy B KpOBi. Y LHMX HAcTaHOBAaX MM HE
OynemMo po3risgaTd JIIKyBaHHS [HMX Je(eKTiB, KIIHIYHA KapTUHA SKUX
BiJIpi3HsEThCS BiI Aedinuty AT, 1 TaKok CyTTEBO BIAPIZHAETHCS JIKYBaHHS.

Hediuutr GAI Moxke TPOSIBISATUCS CIIEKTPOM TSXKKOCTI KITHIYHUX MPOSBIB 1, 100
JOTIOMOI'TH KJIIHIKMCTaM y BUOOpI MIIaHy JIIKyBaHHsA, OyJIO 3alPONOHOBAHO KiJIbKa
pi3HUX KiacupikauiiHux cxem. HalTsoKkuMMU y KITIHIYHOMY TUIAaHI € TAlI€HTH, B
SAKUX CIIOCTEpITa€ThCS MOBHUM AediUUT LbOro (EepMEHTYy 1 B SAKUX PIBHI
deHinanaHiHy B KpoBi 0e3 JIIKyBaHHS B TUIOBUX BHUMNaakax >1200 MKMOJb/1
(cepenuiii HOpManbHUU piBeHb 60 MKMONB/T); weld GeHoTun y JiTeparypi
orpuMaB TepMiH “kimacuuyHa @KY”. Tpeba Bi3HAUWTH, N0 HEMOBIATA, SKUM
OyJ710 BCTAHOBIICHO [11arHO3 1 SIKUM BiJipa3y MPU3HAYWIN BIAMOBITHE JIIKyBaHHS,
MOXYTh MaTH MIKOBUHU piBeHb (eHinanaHiHy B KpoBi <1200 MKMOJB/T 1, THM HE
MeHIIe, y Hux Moxe Oytu noBHHM nedpiuut DAI. YV migcymkosiil 3asBi
HarmionansHoro iHcTHTYTY 370poB’s (2000 pik) yci maiieHTH, B SKUX PIBHI
deHinana”iny B KpoBi 0e3 JIKyBaHHS MEPEBUIIYBAIM HOPMaJIbHI PiBHI, aje Oymiu
HwkunMu  Big 1200 MkMonb/n, Oyno BigHECEHI B KaTeropiro MAaIli€HTIB 3
rinepdeninananinemicro.! ¥V mmx HacTaHOBaX MU IPOINOHYEMO 3aCTOCOBYBaTH
yH1(piKOBaHY HOMEHKJIATYPY 1, TAKUM YMHOM, BUAUIIEMO criekTp aediuutiB GAT,



12

HE aKIEHTYIOUYHW yBaru Ha crenudiyHomy piBHiI ¢eH1IalaHIHy B KPOBI, OJTHAK MU
BU3HAEMO, 110 HalBaxx4l popMH y 0aratbox BHMaJKax OyayTh KilacH(]iKyBaTHCh
AK «kjaacnuyHa OKVYy.

Komenmap pobouoi cpynu:

B menepiwnii uac knacugikayia ®KY ma cinepgheninananinemiii ocmamouto
Hey3200dicena. B ocnogy wupoko edicusanoi, yunnoi xiacugikayii noxiadeHo
natieuwi pismi ¢peninananiny (@A), saKi 6UHAUAIOMBCSA Y XBOPUX 00 NOYAMKY
JIKYBAHHSI.

Taxuii xnacugikayivinuti nioxio € 3a2anbHO NPUUHAMHUM, OCKLIbKU, 3 0OHO20
boky, pisenv DA 3anexncums 6i0 cmynerio deghexkmuocmi pepmenmy DAL, ane, 3
iHWo20 60Ky, 3arumaemscs Hegioomum pisenv DA, axuu mie Oymu 0ocseHymui,
AKwo mepanis g3azani 6 ne nposoounacs[1]

@Dopmu cinepeninananinemii | pisenv OA pieenb OA
MMOJIL/T Mme/0n

«Knacuunay OKY >[200 mmonv/n > 20

Ilomipna 600 -7200 mmonv/n 10-20

einepgeninananinemis

M’saxa (ne KY) 120-600 mmonv/n 2-10

einepgeninananinemis

Baowcnueum gpaxmopom enauey Ha pisenv gpeninanauiny (PA) € monepanmuicmo
00 @A, saxka 3MiHIOEMbCA 3 BIKOM NAYIEHMA, 3A80AKU HOMY MAKUU
Kiacughikayitinui nioxio € dewjo Heyimxkum. 3a BUSHAYEHHAM, MOJIEPAHMHICIb 00
Qeninananiny € «xinokicmo DA, 6xcusanHs AKOI 00360J58€ NIOMPUMYBAMU
koHyenmpayito DA 6 Kkposi nayicHma HA pPEKOMEHOOBAHUX MepPanesmuyHux
pisusx. Tonepanmuicms 00 DA nepioouuno nompebye nepesipKu, wo nos s13aHo 3
nepiooamu weuoKko2o pocmy OumuHu abo nio yac 3MIHU MepPanesmuyHux

nioxodis [2].

Cxkpuninr nHoBoHapokeHux (CHH) BigHocHo HasiBHOCTI Aediuuty DAL cranm
mUpoko 3actocoByBaTu y IliBHiuHii Amepuui 1 O6’ennanomy KopomiBCTBI y
npyrid mosioBuHi 1960-X pokiB, a B IHIIMX PO3BUHYTHUX KpaiHax Ha MOYATKY
1970-x pokiB. Bin momenty nouarky CHH wmaiixe Bci Bunagku nedinuty OAT
JIIarHOCTYIOTBCSl MIC/S TO3WTUBHOTO CKPUHIHTOBOTO TECTy, IO Jajo0 3MOTY
CYCIUJIBCTBY 3€KOHOMHUTH CYTTEBI PECYypCH, a TaKOX MpPHUHECIO Oe3CyMHIBHY
kopucth xBopuM Ha ®KVY.2® Jlierorepamis, ska NHonsArac B Ji€TUYHOMY
oOMexxeHH1 (eHlnanaHiHy 1 JOJATKOBOMY 3aCTOCYBaHHI aMIHOKHUCIIOTHUX
CyMillIei, sKI HE MICTITh (eHinanadiHy (MeIu4yHi TPOayKTH, “‘hopmynu’),
edeKTUBHO 3amobirae BaKKiil PO3YMOBINM BIJCTAJIOCTI, SKa aCOINIOETHCS 3
HeikoBaHUM KiacuyHuM nedimutom DAI. Yepes paeskumii 9ac HaBiTh MPHU
ONTUMAJIBHOMY JIIKYBaHHI MOXYTh MaHI(E€CTYBaTH MaJOMOMITHI 1HTEIEKTyalbHi
Ta HeWporcuxiarpudHi mpobiemu. Ha AOMOBHEHHSI 1O 1BOTO, y TAIIE€HTIB, fKi
OTPUMYBAJIM JIKYBaHHS 3 TMEPIIUX THXKHIB JKHTTS [UISIXOM JIOCSTHEHHS
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32JI0BUTBHOTO METa0O0JIIYHOTO KOHTPOJIIO, aje sIKi BTPATWIU IIed KOHTPOJb Y
OLTBIN MI3HBOMY JAMTSYOMY Billi a00 HA MOMEHT JIOCATHEHHS JIOPOCJIOTO BIKY,
MOXYTh CIOCTEPIraTHUCh 3BOPOTHI Ta HE3BOPOTHI HEHPOICUXiaTPHYHI HACIIIKH.
HaBiTh jm0pocii Mami€eHTH 3 BaXKKOIO PO3YMOBOIO BIJCTATICTIO, B SKUX eIyt
OAI" Gysio 11arHOCTOBAHO T13HO, AEMOHCTPYIOTh MOKPAIEHHS y CBOiM MOBEMIHIT
IpH 3HWKEHHI piBHA (peHinanaHiHy B KpoBi.* BariTHiCTh mpejcTaBisge 0COONUBY
npobiemy y xKiHOK 3 aedinurom DAIL'; BUCOKi piBHI cpeHlJIanaHlHy € TOKCUIYHUMHU
JUTST MO3KY IUTOAY, SIKUH PO3BHBACTHCS 1, TIOpsA 3 I1HIIUMHU TEPaTOTeHHUMU
edexTaMu, MPU3BOATH 10 YITKO BUPAKEHOTO CUHAPOMY MaTepruHChbkoi DKY.

Hediuutr GAT € ayTOCOMHO-pELIECUBHUM 3aXBOPIOBAHHSAM. | '€H JIOKaIi3yeThCs Ha
xpomocomi 12g23.1. Byno ommcano monax 500 pisHux myrtauiii y reni ®AI;
OUTBIIICTh 3 HUX € TOUKOBUMH MYTAIliSIMH, aJI€ TAKOX CIOCTEPIraroThCs Aeelli,
JTYTUTIKAIIi1 Ta 1HCepIlii. BUIbIIICTh MiCEHC-MYTalllid MPU3BOSATH /10 MATOJIOTTYHOTO
sropranHsa Ouika DAL, migBuiieHoro oOMiHy Oulka 1/ab0 3HMXKEHHS HOro
aKTUBHOCTI. X04a KOpEJALii TeHOTUIT-(DEHOTUIT HE € TOCKOHAIMMH, HE BUKJIMKAE
CYMHIBY, II0 TEHOTHUIT € HAWIINIIMM KJIIHIYHO JIOCTYMHHM (PAKTOPOM TSHKKOCTI
nedinuty OAIL; y niteit oqHUX OaThKIB CIIOCTEPIraeThCsl TEHJICHIIIS 10 HAsIBHOCTI
noAiOHUX CTymneHiB AediuuTy 1boro (epMeHTy 1 moaiOHOI TOJIEPAHTHOCTI JI0
deHinanaHiHy B Ji€Ti. Y CKIAJHUX TETEPO3UTOT MEHII BaKKa MyTallisi Mae
TEHJEHIII0 BHM3HAYATH KIiHIYHY BaxKicTh 3axBoproBaHHs.® Jlepimur DAL €
JIOCUThH TIOIIMPEHUM Y JIIOJIEH €BPOIEOIAHOI pacH, B SIKUX 3arajibHa 4acToTa I[bOT0
3axBoproBaHHs cknagae 1 ma 10000 miTed, AKki HApOAMINCH KMBUMH;'
3aXBOPIOBaHHS 0coOnuBO mommupede B Ipmanmii ta TypeudwHi, ne 4acroTa
ckianace signosiagHo 1 Ha 4500 1 1 Ha 2600.

MeToau i npouec

Orysig qoKa3iB i IUX HACTaHOB 0a3yeThCsl HA JABOX HE3AICKHUX OTJIsAfax, sKi
MU 3ragyBanu panime. [lepmuit — 1me koHceHcycHa koHbepeniiss HI3, ska
nposomunack B 2000 powi.! Jlpyruii ormsx OyB BHKOHAHUM ATEHIIEI0 3
JOCITIKEHBb B TaTy31 OXOPOHH 370POB’S Ta OIIIHKH iX SKOCTI 3 METOIO I1JTOTOBKHU
171 IIPOBENEHHS HelaBHbo1 KoHdpepenuii HI3 2012 poky.® 3 MeTor0 1010BHEHHS
UX OIJISIB MU BUKOHAJIU MOy K crareid y 6a3i manux Medline mix gatoro
BUKOHAHHS OCTAaHHBOTO OTJIANY 1 JAaTOI 3ycTpiul poOOUYOi Tpynmu 3 MiATOTOBKH
mux HactaHoB. Mwu BusBuau 80 1OOJATKOBMX TMOCWIAaHb, 1 iX aHamiz OyB
npoBeneHuit pobouoro rpymnor. Pobora uneHiB rpynu Oyia opraHi3oBaHa 3a
MPUHIIUIIOM TeleKOH(pepeHI[iH (IOTUKHEBO), 1 TAKUM YMHOM OYJIO MIATOTOBJIEHO
YOpPHOBHMI BapiaHT HACTaHOB, OOTOBOPIOBAJNCH PIBHI JOKa3iB 1 KOHKpETHi
HACTaHOBH. 3 METOIO O(POPMIIEHHS KIHIIEBUX PEKOMEH Il YIeHu poOoUoi rpynu
3YCTPIIUCh 1 OOrOBOPWJIM JaHi 3 JABOX MOIMEPEIHIX OIISAAIB, a TaKOX JaHi, sKi
Oyno 3Haiineno B 6a3i Medline. II[o0 chopmynroBaTi ocTatoyHl peKOMeHAAIli,
KOXXHUN KOMIIOHEHT OOTrOBOPIOBABCS OKpeMo 1 (hopmymroBanmach KOHCEHCYCHA
peKoMeHaIlisa, 6a3yrYnuch Ha MOTOKEHHI 3 i€ pexkoMeHaamiero 75% pobodoi

TPYIIH.
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PiBeHp n0Ka3iB JJIs1 KOXKHOI PEKOMEH/IAIlli BCTAHOBJIIOBABCS Y BIJAMOBIIHOCTI 31
Scottish Intercollegiate Guideline Network (SIGN; http://www.sign.ac.uk/), sixa €
3aCHOBAHOIO Ha J0Ka3aX HACTAaHOBOK JUIS OI[IHKA MEAWYHOI JiTepaTypu 3
KJIHIYHOI Tepamii Ta JOCHI/DKEHb 1 OIIIHKM PEKOMEHMJAIlii Ha OCHOBI TaKoi
JiTepatypu. 3a BHUHSATKOM BUKOPUCTaHHS CalpoONTEpUHY (M1 SIKOTO PiBEHb
noka3iB 1 1 pekomeHaIlli MOXKHA MPUCBOITH CTYIIHb A), yCi JOCTYIHI JIOKa3u
MaloTh nepeBakHO 3 abo 4 piBeHb, 1 Bl pekoMeHaalii MaroTh cTyminb C abo D.
OcCKibKM Taka cHCTeMa rpajalii Mae ayxe oOMeXeHY KOPUCTh M LUIeH LUX
HACTaHOB, MU He OyaemMo Oulplle 3ragyBaTd B ILbOMY JTOKYMEHTI CTYIEH1
pEKOMEHIAITiH.

MACOBUI HEOHATAJIbHUI CKPUHIHI TA JIATHOCTHUYHI
TECTHU

MacoBuii HeOHATAJILHUI CKPUHIHT

3 po3poOKoI0 TecTy 1HTIOyBaHHS OaKTEpIaJIbHOTO POCTY, 3a JIOMOMOTOK0 SIKOTO
BU3HAYaM (peHUajmaHiH B KpOBI Ha OCHOBI 3pa3KiB KpOBI, sIKi 30Mpajuch Ha
creriagbHoMy  (UIBTPYBAIBHOMY TMamepi, CTajl0 MOXIWBUM OpraHi3yBaTH
nporpamu 3 BusHaueHHs jnedinuty OAIT y HoOBoHapoxeHUX. Y TenepimHii yac
CKPHHIHT IPOBOAATE 13 BUKOPUCTAHHAM METOLY TaHIEMHOI Mac-crieKrpoMerpii.tt
[TinBuineHi KoHIEHTpalii (eHlTalaHiHy B IUIIMax KPOBI MOJKIIHMBO KUIBKICHO
BU3HAYHTH YK€ 4yepe3 24 TOAWHM TICIs HApOHKEHHS, a KOHIICHTpAIlii THPO3UHY
MO>KHa BUKOPHUCTATH, 00 po3paxyBaTd CHIBBIIHOIIEHHS (DeHisIaJaH1H/TUPO3HUH.
Mix pediuurom DAL’ 1 reHepani3oBaHOK aMiHOAIMAEMIEID MOKHA MPOBECTH
nudepeHItianio MUIIXOM KUIbKICHOTO BU3HAYEHHS JTOJATKOBUX aMIHOKUCIOT Y
CKPUHIHIOBIM TaHedl. SIK KOMIIOHEHT CKPHHIHTY HOBOHApOIXKEHHX BIJIHOCHO
MHOXHHHUX BPOKEHUX TOMIJIOK METaboi3My TaHIEMHA Mac-CIEKTPOMETPis,
Ky BUKOPUCTOBYIOTh [isi BusiBIeHHS Jediuuty DAL, acomitoeTses 3
3aJI0BIJIGHAM CITiBBiJJHOLIEHHAM BapTiCTh-€(PEKTHBHICTB. 2

Xoda CKpUHIHT HOBOHApPO/KEHMX 13 3aCTOCYBaHHSM TaHIEMHOI Mac-
CIEKTPOMETpIi € HabaraTo OLIbII TOYHINIUM B IUJIaHI BU3HAUYECHHS KOHIIEHTpALlii
deHinanaHiny B KpOBl, MOPIBHAHO 13 TMONEPEAHIMU METOJaMH CKPHUHIHTY,
BUSIBJICHHS TIJBUIIEHOTO DPiBHA (PeHUTaNaHiHy € Hecrenudiuaum 1 He BKa3ye
OoCcTaTo4HO Ha HasBHICTH aAedinuty DAL, binemiicte nabopatopiid, ki
npuitmaioTh ydacth y MHC, Bu3HauatoTh CBOi BJacHI TpaHUYHI PiBHI, BUIIE BiJ
SKUX TECT PO3TIISAAETHCS K TO3UTUBHUMN 1 MAIIEHT y TAKOMY BUIAJKY MOTPEOye
MOMAJBIIOT OLIHKU. MikHapoaHa 0a3a TaHuX, B Ky HAIXOATh pe3ynbTarh 13 133
nabopaTopiii, MOBIIOMIISIE TIPO CEPEAHIN TPaHWYHUN PiBEHBb I (PeHITaTaHIHY
130 mxmonb/nn (miamazoH  3HaueHb  65-234 MKMOJIB/JT), 1 TATOJIOTTYHUM
BBAXKACThCA  CHiBBimHOmIEHHs (eHinamanmin / Tuposun >33, Bussnenns
NIJBUILIEHUX PIBHIB (eHUIaNaHiHy MoTpeOye MOAAJIbIIOT OLIHKK 1 Taka OILIHKA
MOBUHHA BKJIIOYATH JIa0OpaTOpHI TECTH, SKI JalOTh 3MOTY 1JeHTU(IKYBaTH
nedextu cuHTe3y abo perenepariiii BHa.
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Komenmap pooouoi cpynu:

Macosuii neonamanvruti ckpunine (MHC) na oegiyum DAl nposodumvcs 6
Vipaini 3 1986 poky, ane Oiticho macosum, 3 oxonaenuam 98-99% ecix
HOBOHApPOoOXMCeHux 6 kpaii, ein cmaeg 3 2006 poxy. MHC npogodumwscs memooom
@ryopecyeHmno20 8u3HaAUeHHs Pi6HA (DeHiNananiny & cyxux niamax kposi. Kpos
3a0UPAEMbCsL Y HOBOHAPOOIICEHUX ) 3AKAAOAX OXOPOHU 300pP08’°s, W0 HAOAIOMb
AKyuepCcoKo-2iHeKONI02IUHY 00NoMo2y, He paniuie 48 200un sxcummsa oumunu. Y
HOBOHAPOONCEHUX, SAKUM He OVNI0 30iliCHEeHO 3a0ip KpOGi Y 3a3HAYEeHUX YCMAHO8AX
3  OYOb-AKUX NpuyuH (HeOOHOWIEHICMb, YP2eHMHA XIpYypeiuHa Nnamono2is
HeOHamanbHo20 Nepiody mowjo), Kpos 3abupacmocs y i0N0GIOHUX GI00LIeHHSX
3aK1a0I8 OXOPOHU 300P08 s, 0e iM HAOAEMbCA MEeOUYHA O0ONOMO2d. 3PA3KUu Kposi
CKepOBYIOMbCS 34 HANPABIEHHAM NIKAPSL 3a2aNbHOI NPAKMUKU-CIMEHOT MeOuYyUuHU
| dinbhuuoeo nediampa (sakwo oumuna nepedysac 60oma) abo niKaps cmayionapy
(AKWO OUMUHA 3HAXO0UMbCA HA CIMAYIOHAPHOMY NIKY8aHHi). ¥ eunucyi i3 3axnady
OXOpOHU 300p08’s, Oe 30ilicHioeascs 3abip Kposi 011 nposedenns MHC,
0008 ’513K060 poOUMbCSL BIOMIMKA NPO 30TUCHEHHS MAHINYIAYIL.

I'panuynuii pieensv ¢heninananiny, abo «cut off», euuje K020 mecm 88aAICAEMbCS
nozumusHum, 6 Yxpaini cmanosums 2 me% (120 mxmonwv/n). Hogonapooscenum, y
AKUX OVI0 8UABNEHO NiOsuWeHUull pigensb peninananiny 6 kposi nio yac MHC,
NnpPOBOOUMbBCS NOBMOPHULL 3a0Ip Kposi 0151 susHauenHsl pieHs PA. Ilogioomnenns 3
PEeCIOHANIbHO20 MeOUKO-2eHEeMUYHO020 YeHmpy Npo NOZUMUBHUL  pe3Ylbmam
ckpuniney Ha DKV naoxooumv 00 3akiady OXOpPOHU 300p08’s, WO HAOAE
NepBUHHY MeOUUYHy 0ONoMoR2y, KUl 3a6e3neyye ce0cudacHe HanpaeieHHs OUMmuHU
07151 LO8MOpHO20 obcmedicennsi Ha PKY.

Boonouac, nezeascarouu na nposedenns MHC, sunaoxu ['®@A moocyms Oymu
nponyweri. Tomy Ha emani nepeUHHOI MeOUYHOI O0ONOMO2U HEOOXIOHO SIKOMOo2a
paniwe suasnamu KuiHiuni npossu O®KY ma inwux I'@A. Busenenns nayicnmis 3
nponyuenoro OKY nposooumvcsa na niocmasi Hasi8HOCMI XapaKmepHux 03HaK ma
CUMNMOMIB, 30KpeMd, 3ampumKa NCUXOMOMOPHO20 PO3GUMKY, O3HAKU AYMU3MY,
0COOMUBO  AKWO  BOHU  CYNPOBOONCYIOMbCA — po3naoamu 3 OOKY  WKipu
(Oeniemenmayis, noc8iminHa gonoccs, ekzema). Ciio makoic npo8oouUmu NOULYK
nponywenux eunaokie @KY cepeo oicinok, saxi maromos dimeu 3 Mikpoyegariero,
3aAMPUMKOIO POCIY, DIZHUMU 8A0AMU PO3BUMKY (30KpeMa cepys), 3ampumKoro
ncuxomomopnozo pozeumxy [6].

J{iarHOCTHYHI TeCTH

AHami3 aMiHOKMCIIOT Yy IJIa3Mi € CTaHJAApTHUM METOJOM ISl IiATBEPKEHHS
NIJBUILIEHOTO PIBHS (peHIJallaHIHy B HOBOHAPO/KEHUX, B SIKUX OyJIO OTPUMAHO
no3utuBHUM pe3ynbTaT npu MHC. 3pa3ku KpoBi Ha aHali3 y TUIIOBUX BUIAIKaX
O0epyTh A0 TOro, K Oyno 1HILIHOBaHO oOMexeHHs (eHunanaHiHy B AleTi. Ilpu
aHaii3l MpPOBOJAATH KIJbKICHE BH3HAUYEHHsS (EHIIaNaHiHy, CIHiBBIIHOIICHHS
(dheHUTaIaHiH/TUPO3KH 1 BU3HAYAIOTh MOBHUN Mpodiias amMiHOKUCIOT. Pe3ynbpTaTn
crocoBHO MHC oTpumyoTh uepe3 KiibKa JIHIB, HICSA LIbOIO Y HOBOHAPOHKEHHUX
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13 migo3porw Ha aedhinut GAI’ npoBOAATH MOBTOPHE BU3HAYEHHS KOHIIEHTpALlii
¢eninananiny y masmi.*

Komenmap pobouoi cpynu:

Hoesonapooowcenum, vy axux  Oy10  8uséleHo  ma  NiOMBepO’CeHO
cinepgeninananinemito  (niosuwyeHuti  pieeHv  (eHilanaminy 8  KpOgi)
PEKOMEHOYIOMb NPOBOOUMU KIIbKICHEe OO0CNIONCEHH PIGHA AMIHOKUCIOM O
BU3HAYEHHS DIBHS MUPO3UHY | NIOpaxyHKy cniegionoutenuss ®A 0o mupo3umy.
Kinvkicne 6usnauenHs aminoKuciom Mmodxce Oymu npo8eoeHo Memooamu
sucoxoegpekmuenoi piounnoi xpomamoepagii (BEPX) ab6o mandemnoi mac-
cnexmpomempii (TMC).

Ha momenm po3pobxu oOamoi adanmosanoi kiiniuHoi Hacmanosu 6 Ykpaiwi
KinbKicHe 0ocniodcenHs aminokuciom memodamu BEPX ma TMC npogoosambcs
0OMedceHo, wWo No8’a3aH0 3 BIOCYMHICMIO BION0BIOHO20 1AOOPAMOPHO20
oonaonanus. TMC euxonyemvcsi 6 «OXMATHUT» i suxopucmosyemvcs 0ns
CeNeKMUBHO20 CKPUHIHZY CNAOKOBUX MemaboniyHux 3axeopiosanv. Kpim moeo,
ICHY€ KiNbKa pecioHANbHUX MeOUKO-2eHeMUYHUX YEHMPIB, 6 AKUX NPOBOOUMbCS
KIIbKICHe B8U3HAYEHHS PI6HS AMIHOKUCAIOmM 8 OionociuHux piounax: Xapriecokui
cneyianizoeaHuti Meouxko-ceHemuynuil yeump, Pisnencoxuii obaachuii meouxo-
eenemuynui yewmp ma MixcobracHuti yeHmp MeOuuHoi 2eHemuKku i
npenamanvhoi oiacnocmuxu m.Kpuesuii Pie.

Jiarnoctuka nedgiuuty kogaxkropa.

Ouinka cuHTe3y 1 pereHepauii BHs mnoBuHHa npoBoguTHCS B YCIX
HOBOHapokKeHUX, B Akux npu MHC BusBIeHI MiABUIIEHI PiBHI (EHIIANaHIHY B
kpoBi.’® [ITepuHu TOBMHHI BUMiproBaTHCA y cedi abo kposi.'® Ockineku npu
IbOMY  HE OyayTb  BUSIBISITUCS ~ BCl  TOPYIIEHHS  MeTaboJi3My
TeTpariipoOionNTepuHy, TMOTPIOHO BU3HAYUTU JUTIAPONTEPUHPEIYKTA3y B
EpUTPOIMTAX TICIS OTPUMaHHS 3pa3ka IIIBHOI KpOBI Ha (QiIbTPyBaJIbHOMY
nanepi. KinpkicHU# aHani3 HEONTEpHUHY 1 OIONTEPUHY B C€Ul MOXKE MiATBEPIAUTH
pe3yibTaTH, OTPUMaHi Ha 3pa3skax KpoBi Ha ¢insrpyBanpHOMy mamepi.® V
HasABHOCTI € pedepeHTHi MOKAa3HWKM AJIa PisHUX BikoBux rpym.l’ Ilarosnoriuni
piBHI TTEpUHY 1 TATOJIOTIYHI CIIBBIJHOIICHHS TOTPEOYIOTh MOJAIBINOT
7a00paTOpHOT  IarHOCTUKKA AKTHUBHOCTI  (PEPMEHTIB CTOCOBHO  MOKIIMBUX
nedpinutiB: GTP-uuknorigponasu, 1,6-mipyBoin-TeTparigpooionTepruH-CUHTETa3H,
TUT1APONTEPUIMH-peNyKTa3u abo nrepuHkapOiHonamin-4anbda-neriaparasu. Ha
JIOMOBHEHHSI 70 I[bOTO, MOJJIMBI TakoX 1HIN JedeKTH Ha IUIIXY
re’epaitiii/perenepailii NTepuHy, ki He MaHI(ECTYIOThCS MiJABUILIEHUM PIBHEM
deHinananiny, 1 iX HEMOXKJIMBO BUABUTH B TenepimHii yac mpu MHC.

Komenmap pooouoi cpynu:

Ha momenm pospobxu oanoi aoanmosanoi KiuiHiumoi Hacmanosu 6 YKpaiui
0008’a3ko08ull eman oughepenyiinoi OdiacHocmuku 2inepgeninanraninemiti O
nayienmis 3 I'@A nposooumucs obmedxceno. Buznauenns nmepunogsoeo npoghinio
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8 ceui ma 6 CyXux NiAMax Kposi i HA8aHMAdNiCy8AIbHUL OIONMepPUHOBULi mecm 3
2013 poky 30iticnioemovcs 6 « OXMAT/IUT».

AxTHuBHIiCcTE DA

AxtuBHIcTh pepmenTy mnpu Aehinuti @Al MOKHA BU3HAYWTU JIUIIE Y TKaHUHI
NEYiHKM YM HUPKUA, TOMY TaKWW TECT HE BUKOHYETHCS 3 METOIO CKPHUHIHTY YU
niarHocTuku aedinuty OAT.

I'enoTunyBanHs

['en ®AI y monunu nokanizyeTbest y xpomocomi 12g23.1, Bin mictute 100 kb 1
ckianaerbest 3 13 ex3oHiB. Jlume npubnuzno 25% renotumniB GAI y doauau €
TOMOQJIETFHUMH, BHACTIOK YOTO CKJIQJHO BUKOHYBATH KOPEMSAIi TE€HOTHII-
¢enotun. byno omnmcano mnonan 600 wmyramiid.  depinur DA e
MyJIbTU(QAKTOPIAJIbBHUM pPO3JIaJ0OM, TpPH SKOMY HEOOXIJHa K EKCHO3ULIsA [0
deHinananiny B ai€Ti, Tak 1 reHetTnuHud nedekt aktuBHOCTI DAI. Ocobu 3
noniOHUMu MyTaHTHUMH TeHoTunamMu OAIT MOXyTh MaTH HEMOpIBHSIHHI
dbenotunu. Tum He menie, cnenudiuauii reHotunt AT Bce & Taku € OCHOBHOIO
neTepMiHaHTOl0 MeTabomiunoro Qenorumy.'®® Ampamiz myranii noBuHeH
BUKOHYBATHUCh JJIA BCIX HEMOBJIAT 3 MiJABUIICHUM PiBHEM (PeHLTaIaHIHY B KPOBI
JUIsL OTpuMaHHs 1HQopMallii, ska MOXK€ BIUIMHYTH Ha CTYIIHb OOMEXKEHHS
dbeHuUTalaHiHy B JI€ETI Ta JO3BOJUTH OI[IHUTA MWMOBIPHICTH BIANOBIAI Ha
JiKyBajibHE 3acTtocyBaHHs Kodaktopy (BHa; camponrtepun), mpu 1mpomy Bl
pE3yIbTaTH MIOBUHHI BifcuIaTucs B 6asy nanux OAT 2023

Kiro4oBi MoMeHTH
- MHC BianocHo aediuuty @AI" y TenepimHii yac npoBoautbes y CIIA
NEPEBAXKHO 32 I0MOMOT0I0 TaHAEMHOI Mac-CIIEKTPOMETPIi.

Pexomenpamii

- KinbkicHe BU3HAUYE€HHS aMIHOKHUCIIOT B KPOBI IOBUHHO BUKOHYBATUCH SIK
CKJIa/I0Ba YaCTHHA J11arHOCTUYHOTO TECTYBAHHS IMICIS OTPUMAHHS
o3UTUBHOIO pe3ynbraty npu MHC ;

- JlomaTkoBe TecTyBaHHS HEOOXiTHE JJIsi BA3HAYCHHS MPUYHHM IT1IBUIIIEHOTO
PiBHS (peH1NaIaHIHY B KPOBI 1 TOBUHHO BKJIOYATH aHAII3 METa0oII3My
NTEPUHY;

- T'enortunyBanus @Al nmokazaHe /Ui MOKPAILIEHOTO TUIAHYBAHHSI Tepallii.

Komenmap pooouoi zpynu:

Ha momenm pospobxku oawnoi adanmosanoi KuiHiuHOI Hacmanosu 6 YKpaiui
Haubinbwul cnekmp mymayiu 6 eeni @AI’ y nayicnmie 3 OKY suznauacmocs 6
Pegepenc-yenmpi 3  monexynapnoi Odiacnocmuxu Minicmepcmea o0xopoHu

300pos’s YVipainu. I'enomunysanns nposooumvcs no oes smu mymayisim: 1657,
R2610Q, G272X, R252W, R261X, R408W, 1IVSI2ntl, Y414C, Ivs10nt546. Kpim
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Mo2o, NPOBOOUMBCSL BU3HAYEHHS 4-X HaUOinbw nowuperux mymayitl 8 2eni @Al 6
Incmumymi cnaokoeoi namonoeii AMH Ykpainu (m. Jlvsie) ma 6 Misxcoobracnomy
YeHmpi MeOUyHoi ceHemuxu i npeHamanvbroi diacnocmuku (M. Kpusuti Piz2).

THILIALISI TEPATIIH

[Tounnatu nikyBanus DKV mnorpibHO sikomora padiiie, Hallkpalie B MexKax
MIEPIIIOTO THXKHS KHUTTSA, MIPH IbOMY CTaBJIATh METY, 10O piBeHb (DEeHITATAHIHY B
KpPOB1 3HAXOJIMBCS B JIIKYBAJIBHOMY J1alla30H1 B MeXax MEPIIUX 2 THXKHIB KUTTS.
[Ticnst BcTaHOBJICHHS AlarHO3y piBeHb (peHUIajaHIHy B KPOB1 HEOOX1JHO 3HU3UTH,
1 BIH MOBHHEH JOCITTH Oa)KaHOTO JIIKYBaJbHOI'O J1ala30Hy HACTIIBKH IBHIKO,
HACKUIBKH 1€ MOXJIMBO. 3aJI€KHO BiJl TOYATKOBHUX PiBHIB (PeHLIaNaHIHY B KPOBI,
(deHnanaHid Moxe OyTH BUKIIOUECHUM 13 JII€TH, TOKA HOro pIBHI HE JOCSITHYTh
JIKYBaJIbHOTO Jiana3oHy MICHs 1HIiauli 1 TUTPYBaHHA AIETH 3 OOMEXEHHSIM
¢eninananiny.! TomyBaHHs TIpyabMM 4acTO MOXKIMBE B KOMOiHaIii 3
3aCTOCYBaHHSM CIEIIaJbHUX MEIUIHUX MPOIYKTIB XapuyBaHHsS. PaHHINA OYaTOK
JiKyBaHHA NOTpeOye mBuakoro nposeaeHHss MHC, cioctepekeHHsl B AMHAMIII 1
J1arHOCTUYHUX TECTIB, BIAKPUTOrO CHUIKYBAaHHS MIXK CIM €10 1 JIIKAPEM MTEPBUHHOT
JIAaHKH, a TAaKOX JIOCTYITY J0 BIAMOBIIHOI CIEI1ai30BaHOI JJOTIOMOTH.

HeMmoBnsita, B SIKMX piBeHb (PeHUIaNaHIHy B KpoBl mepeBuurye 600 MKMOIB/II,
BMMAraroTh NPH3HAYEHHS JTiKyBaHH:A.2* B 0aratbox Mequunmx nenrpax [liBHiuHOI
AMEpUKHM B TEMNEpilHIi yac JIIKyBaHHS IHILNIIOIOTh MpPU PiBHI (PEHIJANaHIHY B
KpoBi 360 MKMOJIB/JI 1 BUIIE, OJJHAK JIOKA3H, K1 CTOCYIOThCS KJIIHIYHUX HACIIIKIB
y HENIKOBAaHWX TAIllE€HTIB 3 piBHAMHU (eHUIanaHiHy B KpoBi MibK 360 1
600 MKMOJIB/J, CymepedwsuBi, B JNESIKUX TOCTIIHKEHHSAX 3acBIIUCHI HOPMasbHI
KJIiHIYHI HACIiJKW, a B iHINMX — HE3HA4YHI HEMPOKOTHITHBHI medimurn.?>28
HeoOximHo mpoBecTH MOAATKOBI JOCHIKEHHS, MO0 mpuitmMaTé iH(OpMOBaHi
piIlIeHHS BITHOCHO MPU3HAYEHHS JIIKYBaHHS MAIli€eHTaM 3 PIBHAMHU (eHITaNTaHIHy B
KpOBI, sIK1 1mepedyBaroTh B 1 Kareropii. bepyuu 1m0 yBaru moTeHIIMHUN PU3UK
BUHUKHEHHSI HEHPOKOTHITUBHUX  HACHIAKIB, pPEKOMEHAYIOTh IpPU3HAYaTH
JIKYBaHHSI HEMOBJISITAM, B SIKUX CTAaOUIbHO MIATPUMYIOTHCS PiBHI ()eHIIaNaHIHy B
KpoBi >360 MKMOJIB/JT; 11e POOJIATH MICIIS BIAMOBIAHOTO OOTOBOPEHHSI BCIX MUTaHb
3 OaTbkaMu. Xo04ya MOPIr BUHUKHEHHS HeOaXaHMX €(eKTIB MiJABUIIECHUX PIBHIB
¢deHinanaHiny B KpoBI He OyB HAayKOBO IMiJITBEp/UKEHUH, HE PEKOMEHAYIOTb
NpU3HAYaTH JIIKYBaHHS HEMOBJSTaM, B SKHUX pIiBHI (peHUIamaHIHy B KpOBI
nepedbyBaroTh MK 120 1 360 MKMOJIB/JI, TIPOTE 3a TAaKMMH TAIiEHTaMH Tpeda
CIIOCTEpITaTH BIPOJOBXK TMEPIIMX 2 POKIB IKUTTA (K MIHIMYyM), 11100
NEPEeKOHATHUCS, 1110 PiBHI (peHUIaTaHIHy HE MiABUIIYIOTHCS MPH OUIBII BUCOKOMY
CTHOXKUBAHHI MPOTETHIB. SIKIIO0 JiKyBaHHS HE OyJI0 NOTPIOHUM IO TOCSTHEHHS BIKY
2 POKiB, MICJISI IOTO JOCTaTHBO MPOBOJAUTH MOHITOPUHT IMOPIYHO 200 KOKHUX 2
POKH JJIS TTOJJTBIIIOT OIIHKH.

Komenmap pobouoi cpynu:
Iniyirosamu  1iKy8anHs HeOOXIOHO sKOMO2a paHiule 36adxcarodu Ha me 5Ky
He360pOMH)Y MOKCUUH)Y 0I€ CMBOPIOE HAOIUWOK (heHinananiny 6 kposi. B Ykpaini
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Hauwacmiwe npuzHadaemscs oiema, xoau pieeHb @A nepesuwye 600 mxmonw/n,
ane cnio saygeaxcumu, wo 6 Oinvuwocmi €8ponelcbKux YyeHmpie NpU3HaA4eHHs
TIKy8anHs 8i0byeacmuvcs, koau piseno @A 3pocmae 3 400 oo 600 mxmonv/n [1]
Baoicnueum y eubopi nikysanns ¢ snauenns @A 6 kposi [3].

Ilouamoxk diemomepanii nicis 6cmanosnenus oiacnozy OKY

Pigenv @A 6 naazmi Liemomepanis
Cneyianizoeana  xapuosa | Hamypanvhi npooykmu
cymiw 6e3 DA

15 m2/on 80-100% 0-20%

10-15 me/on 60-70% 30-40%

<10 me/on Ilpooosoicysamu  epyone  8ucooogysamnusi /  abo
36UYAUHY CYMIl

Yacmoma konmpoao A 2-3 pasu na mudicoensb

Aoanmayisi 0o diemomepanii Jlocsemu pexomenoosari pieni @A

Cnoorcusanns A Pezynayia @A 3 diemuunumu npodykmamu

I'pyone sucooosysanms Kinvxicmos 2PYOHO20 8U20008YBAHHS/KINbKICHb

cneyianizoeanoi cymiuii ez A
LImyune 6ueo008y8anns Kinvkicmo 36uyaiinoi adoanmogarnoi cymiwii

JAIETOTEPAIIIA

IHorpedba B mnoxuBHMX pedyoBuHax npu aepiuuri PAI' (y mauieHriB 3
(peHiIKeTOHYPI€I0)

HieToteparis 3 0OMEKEHHAM CTHOXXWBaHHS (EHIJTANTaHIHY 3aIMIIAETHCS OCHOBOIO
tepanii nedinuty AT, 1 METOIO € 3HIKEHHS CIIOKMBAHHS MPUPOJHUX OUIKIB 1
3aMiHa iX JDKEepeIoM MpOTEiHy (CyMilll amMiHOKHUCIOT), B SIKOMY BIJICYTHIN
¢deninananid. KOHTpoJb TaKOro JIIKyBaHHS MOBUHEH 3a0€3MeuyBaTH JOCBITUCHUIM
Jikap, SKUA po3yMi€ CyTh MOpPYIIEHb METaboJi3My, 1 KOMaHJa JI€TOJIOTIB.
HemoBnsita, B skux Bhepuie pgiarHoctoBaHo aAedpiuut DAL, noBuHHI
CIIOCTEpIraTUCS Yy KIIHINI 1 B HUX 4YacTO KOHTPOJIIOIOTH PIBHI (PEHLNANaHIHY B
KpOBI, JIOKM BOHU HE OyayTh cTabu1i30BaHi. OCKUIbKH MPOAYKTH, SIK1 CIIOKHBAIOTh
B HOpPMI SIK JIKEpENO MPOTEiHy, MICTATHh 1HINI HEOOXiJHI MOXKMBHI PEYOBHHH,
BaXJIMBO, 100 Ji€Ta, MoAudikoBaHa BinHOCHO nediuuty AT, 3abe3neuyBana ix
HAJXO/DKCHHS B OpraHi3M JUTHUHU, HEOOXITHWUW JJIi HOPMAaJIbHOTO 3pOCTY 1
nigTpuMaHHs 370poB’s. JletampHOo mierorepamis nedimuty DA ommcana y
CIeliaJIbHUX HacTtaHoBax, ki Buaani Genetic Metabolic Dietitians International
and Southeast Regional Newborn Screening and Genetics Collaborative.?®
PedepentHe crioxmMBaHHS OKPEMUX KOMIIOHEHTIB 3 JIETOIO B 3arajbHIN MOMYJIAI]
Mou(DiIKOBaHO IS MaiieHTiB 13 gedimurom AT, mis skux goaani crnenudidi
peKOMEeHJIallli BIAHOCHO CHOXXHMBaHHS (DeHUIaJaHiHy, THUPO3UWHY 1 NPOTEIHY
(tabmuus 1), [upokuit nmiamazoH, SKUH MOPEACTaBIACHUN IS CIOKHBaHHS
dbeHuTananiny, BijoOpaxae BIUIMB OaraThoX (aKTOpiB Ha MOTPEOM Y HBOMY,
BKJIIOUYAIOYH 3JIUIIKOBY aKTHUBHICTH pepmenTy nipu aedimuti GAI, Bik naiieHra,
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IIBUJIKICTh MOTO POCTY, YYTJIMBICTh A0 JIIKYBaHHS CAllpONTEPUHOM 1 T. II. B ycix
BUMAJKax PiBEeHb (PeHiTanmaHiHy B KPOBI € OCTAaTOYHOI JIETEPMIHAHTOIO IIPH
Mou(ikallii CokuBaHHs (eHUIaJIaHIHY 3 T1ETOO.

Komenmap pobouoi cpynu:

Ha momenm pospobxu oOamoi adanmosanoi kiiniuHoi Hacmanosu 6 Ykpaiwi
diemomepaniro 011 nayienmie 3 DKY nposoosams nikapi—eenemuxu, wo
Nn08 s3aHO 3 BIOCYMHICMIO NIO20MOBKU BIONOGIOHUX ¢haxisyie 3 MemaboaiuHOl
diemomepanii. ¥ €8poni ma iHwux KpaiHax meouyHy OONOMO2Y NAYIEHMAM 3
OKY ma iHwumu cnadkosumu MemaoboONYHUMU X80poOaMu HaAodaomv 8
MemaoboniuHux yeumpax, oOe npayooms nediampu, mepanesmu, Oi€EMON02U,
ncuxonoeu ma iHwi cneyianicmu. B Ykpaini 6 pesyaibmami c80€4acHOl
Oiacnocmuxu DPKY (3 1986 poxy) ma epexmusnoco NiKY8aHHI YbO2O
3aXB0PI0BAHHS 3 ABUNACA 3HAYHA KilbKicmb Oopociaux nayieumie 3 DKV, ski
NOBHICMIO COYIAIbHO A0anmosaHti.

Menu4yHi NpoAYyKTH, sIKi 32CTOCOBYIOThCH NpH Aedinuti AT

3a BuHATKOM Jsuiie Haiermux ¢opm nepiuuty OAI i TOCITHEHHS HUKYUX
piBHIB (peHlIaaHiHy B KpOBl1 TpeOa HACTLILKM OOMEXKHWUTH MPUPOJHUNM BMICT B
deHinananiny (1 poTeiny), 10 BHACIIIOK I[bOTO OyJIe HEJJOCTATHBO MPOTETHY IS
NIATPUMAaHHS HOPMAJIbHOTO POCTY 1 310pOB’Sl AUTHHHU. TOMYy MHalll€eHT NOBUHEH
JOIATKOBO ~ CIIOXMBATU CIELIaNbHI MPOAYKTH MEAMYHOTO Xap4dyBaHHs, SIKI
CKJIaJal0ThCA 3 aMIHOKHUCIIOT, ajie 0e3 (eHIalaHiHy, 11100 3a0e3neunTy noTpedu y
MPOTEiHI, KAJOpIsSIX Ta IHIIUX TOXUBHUX pedoBUHAX. MoandikoBaHi IPOIYKTH 3
HU3bKMM BMICTOM TIPOTEiHYy 1 MEIWYHI MOXHUBHI HAmoi, $KI HE MICTSTh
dbeHUTaNIaHiHy, € KUTTEBO HEOOXiAHUMHU il maiieHTiB 3 gedimutom DAT 1
MOBUHHI po3risaaTucs gk Jiku. CrnemianbHO MOAM(IKOBaHI MEAUYHI MPOIYKTH,
K1 MICTSATh CyMIII aMiHOKHUCIOT, ajie 0e3 (eHinanaHiHy, BOPOJOBXK OaraThox
pokiB Oynu ocHOBOW gieroTepamii nedimuty DPAI, 1 BOHM CTBOpPEHI TakuM
YUHOM, 100 BIAMOBIAATH BCTAHOBJIEHUM MOTpeOaM B JIETUYHUX KOMIIOHEHTaX, a
TaKOXX 1HIUBIAYaJbHUM IOTpeOaM 1 yrmogoOaHHSAM marieHTa (Hampukiad, CMak i
KOHCHCTEHIIIST). [ JTIKOMaKkpomnenTu, KUl € TPUPOJAHUM MOOIYHUM MPOTYKTOM
IPOLECY BHUTOTOBJIEHHS CHPY, Ma€ IyX€ HU3bKHM BMICT (heHIJIallaHIHy, TOMY
HEJaBHO OyJio pPO3pOOJIEHO KUIbKa MEAMYHUX NPOAYKTIB 3 BUKOPUCTAHHSIM
TIIIKOMAKpOIIENTHAY SK Jxkepena nporeinis.®® JlocTynHicTs Haiipi3HOMAHITHIIIIX
MEIUYHUX TIPOAYKTIB Jla€ TMallleHTaM Ta iX OMIKyHaM BEJIUKHUU BUOIp, SKUI
MOJIETIIY€E KOMIUIAETHICTh 3 OOMEXKEHHSIM B Ji€Ti (DeHlIajaHiHy; OJHAK BHOIp
MEAWYHUX MPOAYKTIB TaKOX YWHUTH BIUIMB HAa CTaH XapyyBaHHS Malli€HTa (SK
HaJMIpHE), TOMY HEOOX1THUM MUIbHUA MOHITOPUHT.

MonudikoBaHi TPOIYKTH 3 HU3BKUM BMICTOM MPOTEIHY € 1€ OJHIEI0 KaTerOpiero
MEJIMYHUX TMPOAYKTIB, Kl MAalOTh BaXKJIMBE 3HAYCHHS B Jl€ToTepamii aedinurty
®DAI', OCKIIBKM BOHM € BaXJIMBUM JDKEPEIOM Kajopik 1 3a0e3nedyroTh
HAaCUYYBaHICTh MAII€HTIB, K1 OTPUMYIOTh HU3BKOIIPOTEIHOBY JIETY Ta MPOIYKTU
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0e3 ¢eHunananidy. bararo 3 mux NMpPOAYKTIB, HampHUKIIAJ, BUIIYKA 1 MaKapoOHU
BUT'OTOBJICHI 3 KPOXMAJTIO (a HE 3 MIIIEHUYHOTO OOPOIITHA), OTPUMAHOTO 3 MIICHMIT
Ta 1HIIMX 3E€PHOBUX 3 METOI0 3HI)KEHHS BMICTy MpoTeiny (1 (eHinaiaHiny).
MopaudikoBaHi IPOIYKTH 3 HU3LKHUM BMICTOM MIPOTEIHY, SIK1 IMITYIOTh POIYKTH 3
O1IBIII BUCOKHM BMICTOM MPOTEiHY, JAOMOMArarTh 30UIBIIMTH PI3HOMAHITHICTh
MPOJYKTIB XapyyBaHHS, a TAaKOK HOPMaIi3yBaTH 30BHIIIHIN BUTJIS MPOAYKTIB 3
HU3BKUM BMICTOM ¢eHtananiny. JlocTynm A0 Takux MPOIYKTIB 3 HUZBKUM
BMICTOM TMIPOTEiHy € TIEBHOIO MPOOJIEMOI0, OCKITbKM BOHH JOpPOXKYi, HIXK
HeMO T (IKOBaHI MPOAYKTH 3 OUIBII BUCOKUM BMICTOM MPOTEiHY, 1 IX BapTICTh HE
3aBKJU TIOKPUBAIOTh CTPAXOB1 KOMIaHIi.

Komenmap pobouoi cpynu:

B Vkpaini 3a6e3neuenns nayicumis 3 oegpiyumom @Al abo OKY sionosionumu
Xapyosumu — NPOOYKMAMU Ol CHeyianbHo20  OIEMUYHO20 — CHONCUBAHHSL
30TUCHIOEMbCSL 8ION0GIOHO 00 3akony Yxpainu 6io 05.03.2009 Ne 1065-17 «llpo
3acanvnodepocasny npocpamy «Hayionanvnuii naan Oil  wooo peanizayii
Komneenyii OOH npo npasa oumunu Ha nepioo oo 2016 poxy» ma 3axonom
Ykpainu 6io 19.11.1992 Ne 2801-XIl Ocnos 3axonooascmea Yxpainu npo
0XOpOHY 300p08’a 3i 3miHamu (3axon Ykpainu 6io 15.04.2014 Nel213-18 «Ilpo
eHecenHs 3min 00 OcHO8 3aKoHOOascmea YKpainu npo oxopouy 300pos’s uooo
3abesnevenuss — npo@irakmuku — ma  JIKY8AHHSA  PIOKiCHUX  (opganuux)
3axeoprosansy). Ha momenm po3pobku oanoi adanmosaHoi KiiHiYHOI HACMAHOBU
Qinancysanns yux npoepam 3 0epicasHo20 ma Micyesux  0OHO0dCemis
30IUCHIOEMbCSL MINbKU 07151 Oimell 8ikom 00 18-mu pokis.

Iisti i MOHITOPUHT Tepamii

JlotpuMaHHs  Ji€TH, sKa 3a0e3neuye MATPUMKY  BIANOBIHUX  PIBHIB
deHinanaHiHy B KpOBI, BHUMara€ 4YacTtoi KOpEKIlii, II0AO0 BiAMOBIIHOCTI
¢b131070TIYHUM TOTpeOaM PO3BUTKY TAIlIEHTA 3aJIeKHO BiJ BIKY, HAasBHOCTI
CYMyTHIX 3aXBOPIOBaHb Ta MOXJIMBUX KOMOPOIHUX (XBOPOOJIMBUX) CTaHIB.
BaxxnmuBo MpOBOIWUTHM MOHITOPHHI PIBHIB (DEHUIaNaHIHy 1 TUPO3WHY B KpOBi, a
TaKOXK TMEPEeKOHYBAaTHCS B TOMY, IO JI€Ta BIANOBIJa€ IHIIMM MOTpedaM B
noxkuBHUX pedoBuHax.>! OcobinBo BaxkimBo, OO AieToTepanis 3abe3neuyBana
JIOCTaTHE  CIOKMBAHHS  HEOOXITHUX Il  OpraHi3My O KMPHHUX  KHCJIOT,
BiTaMiHIB/MIHEPAJIIB, OCKUIbKH CIEIiadbHI MEAWYHI TMPOAYKTH JKYBaJIbHOTO
XapuyBaHHS, KI BUKOPUCTOBYIOTHCS, MOKYTh HE MICTUTH JIOCTaTHIX KIJTbKOCTEH
BKa3aHUX KOMIIOHEHTIB, HEOOXITHUX MJis 3a0€3MeUeHHs 1HAUBIAyaTbHUX TOTPeO
MaIie€xTa.

PiBHI (QeHinanaHiHy B KpOBI NOBUHHI MIATPUMYBAaTUCA B YCIX TMAII€EHTIB B
niama3zoni 120-360 mxmonw/n. Ha TenepimHiii yac Hemae J0Ka3iB TOro, IO
HEO0OX1THO HamMaraTUCh JOCATTA HOpMasli3allii piBHIB (DeHITAIaHIHY B KPOBI, aje
piBHl B niamazoHi 60-120 MKMOJB/II HE MOBUHHI PO3MNIAJATHCH SK «3aHAITO
HU3bK1», OCOOJMBO B TAIlIE€HTIB, B SKUX CIIOXWBaHHS (EHIJTANTaHIHY JKOPCTKO HE
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oOMexxeHo. AJIEKBaTHUH MOHITOPUHI PiBHIB (PeH1IanaHiHy B KPOBI B TaKHX
MaI€HTIB MOBUHEH YCYHYTH OYIb-sIKMM MOTEHIIIMHUN PU3HK, SIKUH aCOLIIOETHCS 3
MPOJIOHTOBAHUMHM HHM3bKUMU DPIBHSAMHU (eHUIalaHiHy B KpoBi (<30 MKMOJIB/M).
PiBH1 (eHinanaHiHy B KpPOBI KOJMBAIOTHCS 3aJICKHO BiJ] aHAJIITHYHOTO METOAY,
SKUW 3aCTOCOBYETHCS; TOMY IpPH TOPIBHSHHI MOKA3HUKIB BIIPOJIOBXK TPHUBAJIOIO
nepiojly 4acy Ba)JIMBO BpaxoOBYBaTU Te, SKUM 3aCTOCOBYBAJIM METON JJISt
BM3HA4YeHHs piBHA (eHinananiny.*> HemoBnATa, B SKMX BIIEpILIE IiarHOCTOBAHO
3aXBOPIOBaHHS, MOBUHHI YaCTO JOCTABJIATHCH y KIIIHIKY JJI1 MOHITOPUHTY PiBHIB
deninananiny 1 TUPO3WHY, JOKHM piBHI (peHUTanaHiHy HE CTaOLT3yrOThCS. Y
noJajblioMy Tpebda NPOBOAUTH MOHITOPUHI piBHIB (eHUTaNaHIHy B KpOBI
NpUHAWMHI IIOTHXKHEBO 10 JOCSTHEHHS BIKy | poKy, 1 4acToTa BHU3HAYEHHS
(deHnanaHiHy MOBMHHA 301IbIIYBATHCH B MEPIOJAM HIBUIKOIO POCTY, & TaKOX B
nepiojid, KOJIW 3MIHIOEThCS JAI€TA, HANpPHUKIIAL, BBOAATH y palllOH Xap4yyBaHHS
TBepi mpoaykTu. [licns 1 poky 1 10 AocATHEHHS BiKYy 12-TU POKIB y OLIBIIOCTI
BUMAJKIB JOCTaTHRO BU3HauaTu ¢eHianganin 1 pa3 B 2 TxkHI ado 1 pa3 B MicsIIb.
VY miamiTkiB 1 AOPOCIUX, SKI CTaOUIbHI 1 JT0OpE KOHTPOJIIOIOTHCS, JOCTATHHO
BUKOHYBAaTH TE€CTYBaHHS IIOMICSYHO. Y THUX BUINAJAKaX, KOJIM (popMalibHA OLIIHKA
CTaHy Xap4yyBaHHS BKa3y€ Ha CyOONTUMAaJbHY €Ty a00 CHOCTEPIra€ThCsi HAATO
BEJIMKA 3aJIeKHICTh BiJl CHEIlaJbHUX MEIUYHHMX MPOAYKTIB XapuyBaHHs, Tpeba
PO3IJISTHYTH MOXJIMBICTh BHU3HAYEHHS AMIHOKUCIOT y Tula3Mi (MOBHA TaHENb),
TpaHchepuHy, albOyMiHy, 3arajbHOr0 aHali3y KpoBi 3 (OpMysor, (GEepUTHHY,
BiTamiHy D, Bitaminy Bi,, He3aMiHHUX JKMPHUX KHUCIOT B EpPUTPOLUTAX,
MIKpOEJIEMEHTIB (LIMHK, MIJb 1 CEJIEH), BITaMiHy A, pO3IIHUPEHOI MEeTadOoJIYHOI
naHeni 1 GoiieBoi KUCI0TH. MiHepanizaiis KICTOK MOXe OyTu cyOOnTUMaIbHOIO
BHACIIIJIOK HU3BKOTO CHOKMBAHHS KaJbLII0 (OOMEXEHHS MPUPOAHUX MOJOYHUX
OPOAYKTIB OpPH  3aCTOCYBaHHI ~ HM3bKOOUIKOBOi  Ji€Th). PeHTreHiBchka
abcopOiiomeTpis B TENEPIlIHI Yac HE BHUKOPUCTOBYETHCS PYTUHHO JUIS
MOHITOPHMHTY IIIJIEHOCT] KiICTKOBOT TKAHMHHM Yy TAKUX TamieHTiB.

PAPMAKOTEPAIIIA

B CIIA y 2007 poui FDA cxBanuia nepmuii GpapMakoJIOriyHUiA Tpenapar s
mikyBanus gAediuuty DA — canponrepuny aurigpoxiopua. CamponrepuH
(Kuvan, BioMarin Pharmaceutical, Novato, CA) € cuHTETHYHOIO (HOPMOIO
npupogHoro kodakropy, Terparigpodiontepuny.l®3* Xouwa y mnamienris 3
nedimurom DAIT HemMae HEJOCTATHOCTI €HAOTCHHOTO TETPAriapo0iONTEpUHY,
JesKl Talli€EHTH, B SAKUX 30€piracThCsl 3aJMIIKOBA AKTHBHICTH (PEPMEHTY,
BIJINOBIJIAIOTh HA TMPU3HAYCHHS CANMPONTEPUHY IABUIICHHSIM MeTabomi3My
deHinana”HiHy 3 MEPEeTBOPEHHSIM WOro B THUPO3WH. MexaHi3Mm, 4Yepe3 SKHi
MJICUITIOETHCS 3aTUIITKOBA aKTUBHICTE DAL, HE BIIOMUA, ajie € IPUITYIIIEHHS, 1110
BH; moxe Buctynmatu B poii (GapMakoJOTiYHOTO IIANEpPOHY, MOJIMIIYIOYH
nporiec (GopMyBaHHS 3rOpTaHHS 1 TIJBUIIYIOYM CTAOUIBHICTh MYTAHTHOTO
nporeiny (pepmenta DAID). [Ipubnuszno 25-50% narienTiB 3 aedinurom OAI
Bi/INOBia0Th Ha JikyBaHHsA canponTtepuHoM.®33" 3 myaii6inemoro BiporigHicTIo
BIIMOBIAAIOTh  MarlieHTH 3 JerkuMm  gedimurom DAL, ockinbku s
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(GYHKIIIOHYBAHHSI ~ CalpONTEPUHY HEOOX1JHA HASBHICTh JESIKOi KUIBKOCTI
CTaOlIbHUX OLIKIB; TUM HE MEHIIe, Oyio ieHTH(PIKOBAaHO MO3UTHUBHY BIJMOBIIbL
Ha JIIKYBaHHS HaBITh y MAIli€HTIB, B AKX OyB moBHHMM nedinut PAI. IleBHuit
TCHOTHUI MOK€ OyTH MPEAMKTOPOM BiJIOBi/I HAa CAMpPONTEPUH, OJHAK HA JaHUH
yac He BHMABIEHA ijeanbHa Kopensauis reHotun-(Gerotui.’’ ToMmy koxkeH mamieHT
13 nedirurom OAI’ moBUHEH OTpUMaTH IPOOHE JIIKYBaHHS CAlPONTEPUHOM, 1100
OLIIHATHA WOTO IHAWBIAYyajdbHY BIANOBIb Ha JIIKYBaHHSA, 32 BUHATKOM THX
NAIiEHTIB, K1 MAIOTh JIB1 HYJIbOBI MyTallii B MOJIOKEHHI trans.

CamnponTepuH NMPU3HAYAIOTh OJHMH pa3 Ha AcHb Yy 1031 5—20 mr/kr. Haiuacrime
JUISL  TIOYaTKy JIIKYBaHHS 1 MIATPUMYIOYOi Tepalnii 3aCTOCOBYETBCS J103a
20 mr/kr.%% TIpu npoBeneHHi KIiHIYHMX JOCTIIKEHb He OyIH imeHTH(iKOBaHi
cepitosni mobiuni edexru canponrepuny.® 3 Ilepen TuM, K iHINIIOBATH PyTUHHE
JIKYBaHHSI CallpONTEPUHOM, TpeOa MPOBECTHU TECT, 10O BU3ZHAYUTH, UM BIANOBIIAE
nanieHT Ha e Jikysanaa.>® B €Bporni Take TeCTyBaHHS, K IPABUIIO, BAKOHYETHCS
micasi BCTaHOBJEHHS AiarHosy, onHak y CHIA Takoi mpakTuku Hemae. SKio
TECTyBaHHS BHUKOHYIOTh Y HEOHATAJIbHOMY BIlli, PEKOMEHAYIOTh CIIOYATKY
3HM3UTU piBHI (eHinananiny B kposi 10 480-600 mxmons/n.'® Camponrepun
BUKOPHUCTOBYBABCS IS JIIKYBaHHS TMAIlI€HTIB Yy Bii 10 4 pokiB 3 pedinurom AT,
a TAKOX Y MALIEHTIB 3 Je(eKTaMu cUHTe3Y GionTepuny. 640

Komenmap pobouoi cpynu:
Kuvan, BioMarin Pharmaceutical, Novato, CA — mopeosi nazeéu nixapcbkozo
3aco0y 3 MINCHAPOOHOW HENAMEHMOBAHOIO HA3E0I0 CANPONMEPUH.

BiamoBinpk Ha JiKyBaHHS CalpONTEPUHOM, SK MPABUIO, BU3HAYAIOTH IIISTXOM
BUMIPIOBAHHS BHUXIJIHOTO PiBHs (eHIJaNaHiHy B KPOBI B TOW JI€Hb, KOJU OYJIO
1HIIIHOBAHO MEIMKAMEHT, a ITICIIS I[bOTO MAIll€EHTY BBOJMTHCS MIOJACHHO IIpernapar
B 71031 20 Mr/kr. [lami 3 peryJisipHUMH 1HT€pBaJlaMU J0JJaTKOBO BUMIPIOIOTh PiBHI
deHinana”iHy B KpoOBi, SIK MpaBuiio, uepe3 24 roawHu, | TUXKIEHb, 2 THUXKHI, a
iHOml Takoxk yepe3d 3 1 4 TwkHi. TecryBanHa mnpu go3ax <20 MI/KT MoOxe
HEJIOOLIHIOBATU YacTOTY BIJIMOBIJII HA JIIKYBaHHS 1 TOMY HE PEKOMEHIYEThCS. Y
NAII€HTIB, SIKI BIANOBIAAIOTh HA CANpPOINTEPUH, OUIKYIOTh CYTTEBOTO 3HUKEHHS
piBHs (eHUIanaHiHy B KpOBi Bipa3y MICJIS MOYATKy JIKYyBaHHSA 3a YMOBH, IIO
JII€Ta 3QIUIIAETHCS CTAOIBLHOIO BOPOJOBXK Tepioay TecTyBaHHS. HeoOXximHuMm €
KJIIHIYHUHN aHali3 JyIs TOTO, 11100 BU3HAYUTH, 10 COOOIO SBIISIE CYTTEBE 1 KJITHIYHO
3HAYYIIE 3HWKEHHS B KOHKPETHOTO MAaIll€HTa, ajie B JITEpaTypi 4acTO LUTYIOTh
nokazHuk 30% sk 10Ka3 ePEeKTUBHOTO 3HIKCHHS PIBHA (eHITaNTaHiHy B KPOBi. Y
OUTBIIIOCTI ~ MAIlIEHTIB, SKI BIJAMOBIIM HAa 3aCTOCYBaHHS CaIllPONTEPUHY,
BIJI3HAYAETHCS IIBHUJKE 3HIKEHHA piBHS (QeHlTaNmaniHy B KpoOBi, ajie 1HOI1
BUSIBJISIIOTH TI€PI0JI CTIOBUIBHEHOI peakinii Ha mpemnapaTt B 2—4 TwkHi. [lamientn 3
BUXITHUM piBHEM (eHUIamaHiHy Oifisi HUKHBOI MEX1 JIKYBaJIBHOTO Jiamna3oHy
(180 Mmkmonp/m a0 HMXKYE) PIAKO TMOKA3yHTh CYTTEBE 3HIDKEHHS PiBHS
¢deninananiny, HaBITh SKILO BOHU BIANOBIAAIOTh HA JIKyBaHHS CAPONTEPUHOM. Y
TaKuX TAILIEHTIB BIAMOBIb HA JIIKyBaHHS BU3HAYAIOTh, JTOOABJISIOYM ITOETAITHO
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dbeHUTaaHiH 10 Ji€TH, 100 BU3HAYUTH, YU JOCATAETHCSA  I1JBUILCHHS
TOJEPAHTHOCTI 10 (eHUTaTaHiHy, TOOTO YW MATPUMYIOTHCS HHU3BKI PiBHI
(eHinananiny B KpoBi IpH 301IbHICHHI HOro KimbkocTi B mieTi.*! TlokpamieHHs
HEUPOIICUXIATPUYHUX  CHUMIITOMIB YW  MIABUINEGHHS  TOJEPAHTHOCTI  JIO
dbeHuTananiHy 0e3 3HWKEHHS MOro piBHA B KPOBI B OyAb-SKOTO MAaIll€HTa €
JIOCTATHIM BUIIPABIAHHSM JIJIS TIPOJIOBXKEHHS Tepartii. J[JI1 maiieHTiB, K1 MOXKYTh
HiATPUMYBATH PiBHI (eHITaNaHIHy B KpPOBI B Oa)kKaHOMY Jiama3oHi 3a JOTIOMOTOI0
OJHOI IWIIe JMi€ToTepamnii, OCHOBHAa KOPUCTh BiJl JIKYyBaHHS CalmpONTEPUHOM
MoJIATae B TOMY, IO IIeH TIpemapar A03BOJISE 30UTBIIUTH KUIBKICTh TIPOTEiHY B
JIETI 1 TOJEPAHTHICTH 10 (PpEHITAIaHIHY, a 1€ Y CBOIO Yepry J03BOJISE BKIIOUYUTH
O17IbIIIe MPUPOAHBOTO MPOTEIHY B JIETY. Y NEAKHX MAIEHTIB II€ TO3BOJISE CYyTTEBO
30UTPIIUTH KUIBKICTh (EeHUIaNlaHiHy B Al€Ti (y JABa-TpU pa3d MOPIBHSAHO 3
BUXITHUM pIBHEM), MPU I[bOMY MIABUUIYETHCA SKICTh KUTTSA. Jlisi OLIbIIOCTI
MAII€HTIB, K1 BIAMOBUIM Ha JIKYBaHHS CAlpONTEPUHOM, KOPUCTH BiJ JIIKYBaHHS
BUIIPABJIOBYE TOBFOTEPMIHOBY TEPAIIiiO IIUM IPETapaToM.

Komenmap pobouoi cpynu:

B Vxpaini canponmepun 3apeccmposano y 2013 poyi. Ilpu nposedenni kainiunoco
BUNPOOYBAHHA JIIKAPCLKULL 3ACiO NOKA3a8 00CUMb BUCOKY epexmugHicms ma
besneunicmo [4, 5].

Benuki Heittpanshi aminokuciiotu (BHAK) Oynu 3anpornonoBani fJist JIIKyBaHHS
nedimuty @AD" Ha OCHOBI iX 37aTHOCTI OJOKYBaTH BCMOKTYBaHHS (peHUTAIaHIHY
(KUl caM € BEJIMKOK HEUTPaJbHOK aMIHOKHCIOTOK) 3 KHIIEYHUKA 1 HOro
MPOHUKHEHHS 4epe3 reMaroeHnedaniyauii 6ap’ep. B eauHoMy KIiliHIYHOMY
JOCIIIKEHH1 0YyJI0 3aCB1IYE€HO 3HWKEHHA PIBHS (PeHIJaNaHIHy B KPOBI TPUOIU3HO
Ha 40% micns 3aMilIeHHs] CTaHAAPTHUX MEIUYHUX MPOIYKTIB 3 HU3bKUM BMICTOM
(deHnanaHiny MEAUYHUMH MPOoJayKTaMu, siki Oynau gonoBHeHi BHAK y gosi 0,5
a60 1,0 r/kr Baru Tina.*> Heo6xigHo mposecTH Ginbll MAacIITaOHI JOCIIKEHHS,
o0 MIATBEPAUTH IO 3HAXIAKY, NPOJAEMOHCTPYBAaTH BIUIMB JIIKyBaHHSA Ha
CUMIITOMH, HE TOB’s3aH1 3 piBHEM (peHLIajaHIHy B KpOBI, a TaKOX BHU3HAYUTH
JIOBroTepMiHOBY Oe3mneky Takoro JikyBanHs. JlikyBanus BHAK B Tenepiminiii yac
OoOMEKeHEe CTapIIMMU MallieHTaMu (IiTITKaMH 1 TOPOCIUMU), TaKe JIIKyBaHHS HE
MOBUHHO 3aCTOCOBYBATHCH Yy BariTHUX JKIHOK, OCKIJIBKM Hallle pO3yMIHHS €(EeKTIiB
BHAK Ha 3pocTanHs 1m0y 1 pO3BUTOK Y IOy LHEHTPaIbHOI HEPBOBOI CUCTEMU
nyxe oomexxene. Kpim toro, BHAK He 3acTOCOBY€eThCS Y BUIJISIAI MOHOTEpAITii y
BariTHUX JKIHOK, OCKUIBKM Take JIKyBaHHS HE 3HUXKYE JOCTaTHbO pIBEHb
deHinanaHiHy B KpOBl JO TOTO Jiala3oHy, SKUM € Oe3MeYHUM ISl PO3BUTKY
IOy .

Komenmap pobouoi cpynu:

B Vkpaini npenapamu, wo micmamo eenuxi Heumpaivhi aminokuciomu (BHAK)
3apeccmpogani  SIK  Xapyosi  NpOOYKmu Ol CHeyianbHo20  OIEMUYHO20
cnoorcusanus. 3acmocysannus BHAK mooicna pexomendysamu ons nikysanms OPKY
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AK  OONOMIJICHULL MemoO Yy BUNAOKax, KOAU NOCIAONeHUuti KOHMpOdb 34
nposedeHHAM diemomepanii' y 00poCciux nayieumie ma niojiimkis.

JocuTh BipoOrijiHO, 110 ¥ iHIN (hapMaKoJIOTiyHI 3ac00M B MalOyTHROMY CTaHYTh
noctynmHuMU Ui JtikyBaHHs DKY. HaitGmmkde n0 KIIIHIYHOTO 3aCTOCYBaHHS
3Haxoauthesi  PEG-PAL  (momieTuneHraikoigb-KOH toropaHa  (heHuIajmaHiH
amiakJia3za), npenapar yBidmos y Il ¢a3y kninigyaux gocnimkens y 2013 pomi. €
MOTIepe/IHI JaHi, 0 mpemnapar e(eKTUBHO 3HWKYE PiBHI (heHiTalaHIHy B KpOBI
HaBITh y MAIll€HTIB, AK CIOXXHBAIOTH JAi€Ty 6e3 obomexkeHb. [IpemapaT BBOISATH
HIOJHS Y BUTJIAAI MIAMIKIPHOT 1H €Ki, 1 BIH MeTaboi3ye (peHiananin B KpOBi 3
3ay4eHHSIM MexaHi3my, HezanexHoro Big DAL, 1, TaKUM YUHOM, TEOPETUUHO
IIOBUHEH OyTH e(pEKTHBHUM B OyIb-IKoro mamicHta 3 aedimurom DALSR YV
nociipkernHi Il ¢a3u Oyno MNOBIIOMIEHO TPO BUHUKHEHHS 1MYHOJOTIYHUX
peakiiii. deHinana”iHamiakiiaza € OakTepiaabHUM (GEPMEHTOM, KUl BUKIUKAE
nerpajamio  (peHuiamaHiHy 0 TPAHCIMHAMOBOI KHCJIOTH;, TpaHCIMHAMOBA
KHUCIIOTa 1 il KIHIEBUW NPOIAYKT — OCH30MHA KHUCIOTAa 3 €IHYIOTHCS MUIIXOM
KOH Torarfii 3 rIIIIUHOM Ta BUBOJSTHCS 3 CEUEIO.

VY wmaitbytaboMy JikyBaHHS nedinuty @ADL Oyne mpoBOIUTHCH 3 ypaxyBaHHIM
1HJIMBIAyaJIbHOTO T1IX0Y J0 TalliEHTa 3 BAKOPUCTAHHIM PI3HUX MEIUKAMEHTIB 1
ATPTCPHATUBHUX MEIWYHUX TPOAYKTIB, SKI JO3BOJISITH CKOHCTPYIOBATH
ONTUMAJIbHE JiKyBaHHs. [lepmioyeproBor0 METOIO JIIKYBaHHS NOBUHHO OyTH
3HM)KEHHSI pIBHS (DEeHUIajnaHiHy B KpOBI 1 OyAb-fKi BTpPYYaHHS, BKJIIOYAIOYU
MEJIMKaMEeHTH a00 KOMOIHOBaHI METOAM JIIKYBaHHS, SIK1 IO3BOJIAIOTh HOCSTTH ITI€T
METH B IHAMBIIYyaJIbHOTO MailieHTa 0e3 IHIIUX HETaTUBHUX HACIIJKIB, MOBUHHI
PO3IIIAIaTUCH K BIANOBIAHA Tepartis. [[pyroro MeToro JiKyBaHHS CiJ BABHAYUTH
MOJIMIIEHHS TOJEPAHTHOCTI 10 (EeHUTAaHIHy B JI1€Ti, OCIA0JCHHS KITHIYHUX
CUMIITOMIB Ta MOKPAIIEHHS SIKOCTI KUTTS. EdekTuBHICTh a1’ t0BaHTHOI Tepamii Ha
TOJICPAHTHICTh 10 (peHIJaNaHIHy MOTpedye MPOBEACHHS MOCTIMHOTO PETEIHLHOTO
KJIIHIYHOTO 1 J1a00paTOpHOTO MOHITOPHUHTY.

KurouoBi MOMeHTH

- CamponTepuH € €IMHUM Ha TETepiniHii 4yac cxBasenum FDA
MEIUKaMEHTOM JUis JiiKyBaHHs Aediuuty OAT, ToMy npenapar nokasaHui
JUTSl 3HUOKEHHS PiBHIB (DeHLIaNIaHIHy B MAIIEHTIB, K1 BIAMOBIIM HA TaKe
JIKyBaHHS;

- JlocBiz 3acTOCYBaHHS CanpoONTepUHY B MAIIEHTIB Y Billl 10 4 POKIB
0OMEIKCHHI;

-  MoxuBYy BINOBIAb HA JIIKYBaHHS CAIIPONITEPUHOM HEMOKIMBO TOYHO
nepeadaYnuTH Ha OCHOBI TEHOTHUITY 1, TAKUM YUHOM, BIJIIOBI/Ib HEOOX1HO
JOKYMEHTYBaTH HUIIXOM (POPMAIIBHOTO TECTYBaHHS.

Pexomenaamii
- bynp-axa koMOiHaIlIS METOIIB JIIKYBaHHS, 110 JI03BOJISIE IOCATTA HUXKYOTO
piBHs (DeHINAIaHIHY B KOHKPETHOTO TaIlI€EHTA, € IPUIATHO; METOIH
JIKYBaHHS MOXKYTh KOMOIHYBATHCS, 1 JIIKYBAHHS KOXKHOTO TAIIEHTA
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MMOBUHHO OyTH 1HIWBITyaJbHUM,

- 3HIKEHHs pi1BHS (eHIJaNaHiHy B KPOBI, MIJIBUILIEHHS TOJIEPAHTHOCTI 10
(deHIananiny B A1€Ti 00 MOKpAIICHHS KJITHIYHUX CUMIITOMIB — BCE
niepepaxoBaHe € BaJIiTHIMH IMOKAa3aHHSIMH JI0 TPOIOBKCHHS TEPaITii.

Komenmap pobouoi cpynu:

Honeoasena 6 Ykpaini eounum memooom nikysanms oegpiyumy DAL (DKY)
3anuwianace  oiemomepanisi 3 BUKOPUCMAHHAM — XAPYOBUX NPOOYKMI6 O
cneyianbHo2o OiEMUYHO20 CNOdACUBAHHA. Bnposadicenns diacnocmuunux mecmis
3 CAnPONMEPUHOM, AKe CMAL0 MONCIUBUM NICAA peecmpayii, 003601UMb UAGUMU
mux nayieumis, y akux oiemomepanis moodce Oymu Oewjo nociabiexa, a npu
neekux  gopmax DPKY  e3acani  giominena. Po3zwupenns — cnoicusamHs
HAMypaibHo20 NPOMeiHy Cymmeso NOKpAWums AKiCmb HCUMms Yux nayieHmis.
Taxum yurom, 30iICHIOEMbCA THOUBIOYAILHULL NIOXI0 00 NPOBEOEeHHS NIK)BAHHSL.

IO KUTTEBE JIIKYBAHHA

HasiBHi ayke CuibHI JOKa3H, SK1 CBIAYaTh HA MIATPUMKY TOTO, IO JIKYBaHHS 1
MIATPUMaHHS METabOIIYHOTO KOHTPOJIIO BIPOAOBXK YChOTO KUTTS HEOOX1HI JIJIst
ONTUMAJIBHOI >KUTTEAISIILHOCTI maiieHTiB 3 nedinurom GAI. Xoua BUpaxeHUM
CTYIiHb 3HM)KEHHSI 1HTEJIEKTy HE BHUHUKA€ B MAII€HTIB, B SKUX 3aXBOPIOBAHHSI
100pe KOHTPOJIOETHCS B TEPioAl HOBOHAPOKEHOCTI 1 IUTSYOMY BiIli, B Mi3HIX
nepiojiax SKUTTS TPH TMOCTA0JICHHI KOHTPOJIIO piBHS (PeHUIaNaHIHy MOXYTh
pO3BUBATHCS PI3HOMAHITHI HeOaxaHi HEWPOKOTHITMBHI Ta TICHUXIaTpUYHI
HACJIAKY, BKJIIOYAIOYM ACPIIUTH BUKOHABYOTO (P)YHKLUIOHYBAHHS 1 MCUX1aTPUYHI
CUMIITOMH, TaKi SIK TpuBora, mempecis i $o6ii.***® Taxi Oinmpm mizHi epextn
MO>KYTb MPU3BOJUTH A0 1HBANIAU3AIIT a00 3HM)KYBATH 3araJiIbHUI OCBITHIN PIBEHb
i comianpHo-ekoHOMIUHMH cTatyc.’®®! KpiM TOro, BUHMKHEHHS TaKMX CHMIITOMIB
CepHO3HO YCKIIAHIOE MOBEPHEHHS 0 METabOIIYHOTO KOHTPOJIO B TMAIli€HTa 3
nepinurom DAI, OCKUIBKM MPUXHIBHICTh 10 JIKyBaHHS MOTpeOye IMIOJEHHOTO
IUIaHyBaHHS Ta Opradi3aiii, a e, y CBOI Yepry, 3aJeKWUTh BiJ 1HTaKTHOTO
BUKOHABYOTO (PYHKI[IOHYBaHHS. TOMY pEKOMEHYIOTh MIATPUMYBATH Y MAIIEHTIB
MEeTa0OIIYHUN KOHTPOJIb TAKOX MICIS 1X MEPEX0ay B MEPioa JOPOCIOTO KUTTH.
Ockinbku kimiHIYHANA crnekTp Aedinuty DA mmpokwii, 1 moTpeOu MarieHTiB
CYTTEBO KOJHMBAIOTHCSA BIPOJOBXK iX JKUTTS, BaXJIMBO, 1100 JiKyBaHHS OyIo
IHIUBIIyAIbHUM JIJI1 KOXKHOTO TmarfieHTa. Panimie pomyckanach JiOepanizaris
Ji€TH, OOMEXKEHOI CTOCOBHO (DeHlIajaHiHy, 1 pelakcalis KOHTPOJIO piBHS
deHinananiny B KpoBi. AJie miciig Toro, ik OyJ0 HaKoNmu4yeHo Ounblie iHpopmalii
CTOCOBHO €(EKTIB MiJBUILECHUX DPIBHIB (peHINaIaHIHy Ha (YHKIII0O MO3KY, Taka
IPaKTUKA OilbIIE HE € IPHUITYCTUMOK0.%? Y IIMX HACTAHOBAX MU POOMMO aKIIEHT Ha
TOMY, IO piBHI (heHLIaNaHIHy B KPOBI MOBMHHI MIITPUMYBATHUCS B J1ana3oHi 120—
360 MKMOJIB/ Yy TAII€EHTIB YCIX BIKOBUX TIpym. Xoua OIMyOJIIKOBaHI JIOKa3u
HeraTUBHUX €(EeKTiB, 10 aCOIIIOITHCS 3 MIATPUMAHHSAM NPH JIIKYBaHHI PiBHIB
deninananiny B kpoBi B miama3oni 360—600 MKMOB/J, HE € TOCIIJOBHUMH,
TAaKO)X HEMa€ MEPeKOHJIMBUX JOKa3iB, IO Takl PIBHI HE YMHATH HEOAXKaHOTO
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KJIIHIYHOTO edekTy. Takox HEeB1IOMO, YU OTPEOYIOTh JIIKYBaHHS JOPOCI, B SKHUX
0e3 oOMexeHHsl eHUIallaHIHy B I1€T1 piBHI (eH1aIaHiHy B KPOBI Iepe0yBaloTh y
niama3zoHi 360—-600 mxMonb/n. 3 mokpameHHsAM JiKyBaHHS gedinuty DA 1
MOSIBOIO OLIBIIIOTO BUOOPY cepell HassBHMX METOMIB JIIKYBaHHS, IO J03BOJISE
JIeTIIe 3HM)KYBaTH PiBHI (peHITaNaHIHYy B KPOBI, HAIIOK METOI0 MOBHHEH OyTH
MOKUTTEBUM KOHTPOJIb PiBHS (DeHUTAIaHIHY B KPOBI MAIIEHTIB 3 ITUM CTaHOM.

[Tamientu 3 gedinmurom DAL, ski OTpUMYBaJIM JIIKYBaHHS B PaHHbOMY IE€piOi
KUTTS, ajle B SKUX Take JIKyBaHHS OyJIO MPUIIMHEHO, € CEPHO3HOI0 KIIIHIYHOIO
nuieMoro. baraTto 3 mUMX Mali€eHTIB JaBHO BTPATHIIM KOHTAKT 3 BIATOBIIHONO
KIIHIKOIO, a JesKi 3 HUX HaBITb HE YCBIJOMJIIOIOTH, III0 BOHU MAalOTh
3aXBOPIOBAHHS, JIJIS1 IKOI'O PEKOMEHIYEThCA MOKUTTEBE JIIKyBaHHsA. OcoOH 3 11€10
NATOJIOTIEI0 MOXYTh MAaTH HaA3BUYAaHHO OOMEXKEHE PO3YMIHHS MPUPOIU
nepinuty @AL' 1 B HUX BIACYTHI 3HAHHA MPO MPOTpec, KOro Oyno JOCSATHYTO B
JI€TOTEpalli, a TAKOX MPO HASABHICTh ()apMaKOJIOTIYHUX METOAIB JIKyBaHHA. Y
HUX TAaKOXX MOXYTb OyTH HasiBHI CyTT€B1 HEMpPOKOTHITUBHI Ae(IilUTH, 1 BOHU
MOXYTh HE YCBIJIOMJIIOBATH, 10 Il TpoOJIeMHU MOB’s3aH1 3 AlarHO30M JedinuTty
®AI'. Mu nponoHyeMo B IIMX HACTAHOBAX, 00 KIIHIKA pOOWIM 3yCHIIIS Y TUIaH1
BIJTHOBJICHHSI KOHTAKTy 3 [IUMH “‘aMOyJIaTOPHUMU TAallleHTaMU 1 HEPEKOHYBAJIHN iX
B1JIHOBUTH JIIKYBaHHS.

[lamienTn, B sKUX Mi3HO Oyno po3nouaro JikyBaHHA nedinuty DAL, 1 B sSkux €
BaXKE€ KOTHITHBHE TMOPYIICHHS, TaKOX MPEICTaBISIIOTE COO0O0I0 CHerudpiuHy
auaeMy. Xoda 1 MaJIOMMOBIPHO, 110 OyJie BUSIBJICHO MOMIMIICHHS Y KOTHITUBHUX
3IaTHOCTSIX, HaBITh SKIIO 3a JOIMOMOTOI0 JIETOTEparnii YCHIITHO 3HU3UTH PiBHI
deHinanaHiHy B KpOBi, HasBHI JIOKa3M, SKi BKa3ylOTh Ha T€, IO MAaIlIEHTA MOXYTh
3aCBIUYyBAaTU TMOKPAIEHHS TOBEIIHKH, a TaKOX TMOJIMIICHHS TCUXIaTpUIHOT
CHUMITOMATUKM i KOHTPOIIO eminenTuunux Hamagis.* Tomy npoOHe niKyBaHHS
ompaBAaHe y TaKWUX MaIi€HTIB. SIKIIO € Taka MOXJIUBICTh, MOJKHA TIPOBECTH TECT
BIJITIOBIJIl Ha CAMpONTEpUH B TOW MEpioj, KOJHM MAIlIEHT OTPUMYE dIiETy 0e3
oOMexxeHHs peHlnananiny. SKio He OyJi0 3aCBIIUEHO BIAMOBII Ha LIeH mpenapar
abo fAKIIO MepeBary BiAAalu Jle€ToTeparnii, Tpeda BBOAUTH MOETANHI 3MIHH B
JETY, TOKU piBeHb (heHlIajmaHiHy B KpoBl He Oyae mepeOyBaTu B OakaHOMY
Jiana3oHi. PeKoMeHIyI0Th IPOBOUTH JIIKYBaHHSI MiHIMYM BHOPOAOBX 6 MICALIB 3
MOHITOPUHIOM pIBHS (pEHIJANaHIHY B KPOBI 1 MiJl PETEIIbHUM CIIOCTEPEKEHHIM
YJIeHIB CiM’1 4Yd OMiKyHIB. MOXIIMBICTh NPUINHHEHHS JIKYBaHHS MOBHUHHA
PO3TISAATUCh Y TOMY BHUNAJAKY, SKIIO TMICJIS LIBOTO MPOMDKKY 4dacy He OyIio
BUSIBJICHO MMO3UTUBHUX 3MiH.

VY AiBYaTOK 1 KIHOK, B SIKUX JIIKYBaHHS He OyJio 1HILIAOBaHE, ajle B SIKUX HAasBHE
NEPCUCTEHTHE IMIJIBUILIEHHS PIiBHIB (eHUTalaHiHy B KpoBi (B aiama3oHi 360-—
600 MKMOIB/1T), TTOBUHEH MPOBOJUTUCS MOHITOPUHI, 1 MOTPIOHO OTPUMYBATH
HEoOX1HY 1H(OpMaIlilo, OCKIJIBKM JIIKYBaHHS MOBHUHHO OyTH NpHU3HAYEHE [0
BUHUKHEHHS BariTHOCTI 1 MIATPUMYBATUCh BIPOJOBXK OocTaHHBOI. 100 yHUKHYTH
BUCHAXCHHS, TMAalllEHTKa TOBMHHA PETyJApHO BIABIAYBAaTH KIIHIKY, A€ I
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JIOTIOMOKYTh 1HILIIOBATH JI€TY 1 MpU3HAYaTh MEAUYHI MPOAYKTH B OYIKYBaHHI
BariTHOCTI.

KuaouoBi MoMeHTH
- IlamienTn, K1 OPUIUHWIN JIKyBaHHS, IMOBIPHO BIAYYIOTh
HEHUPOIICUXOJIOTIYHE TTOKPAILICHHS MIC/Is BIIHOBJICHHS Teparii,
- IlamienTu, B sKuX mi3HO novanu JikyBatu aedinut AT abo mikyBaHHS
B3arayi He OyJI0 po3noyare, MOXYTh OTPUMAaTH KOPUCTD Bij iHIIIAIT
Tepartii.

Pexomenpamii
- JlikyBanusa nedinuty @Al mOBUHHO OYTH MOKUTTEBUM Y MAII€HTIB, B IKHX
0e3 JIIKyBaHHs pi1BEHb (PeHUIANIaHIHY B KpOBI nepeBulrye 360 MKMOJIb/JI.
- VY maifieHTiB yciX BIKOBUX IPYyNl PEKOMEHIYIOTh NIATPUMYBATH MPU
JIKyBaHHI piBeHb (peH1IaIaHiHy B KpoBi B aiana3oni 120-360 MKkMoIb/11.

Komenmap pobouoi cpynu:

B Vkpaini na momenm po3podxu oanoi adanmoeauoi KAiHIYHOI HACMAHOBU
nompeobye 3anpo8ao0NCeHHs: CUCMEMAMUYHe CHOCEPEHCEHHS MdAd MOHIMOPUHE
dopocaux nayicumis 3 Oegpiyumom DPAI. Bupiwenns yiei npobaemu modice
30UCHIOBAMUCL ULISIXOM CIMBOPEHHS COUHO20 peccmpy Nnayienmis 3 oeghiyumum
DAI', 3abe3neuenHsaIM XapHo8UMU NPOOYKMAMU O CREYIAIbHO20 OIEMUYHO2O
CNOACUBAHHSL, IKAPCOKUMU 3aCc00amu 015 peanizayii iHOUBi0yaibHo20 Nioxo0y 00
JIKYBAHHS MA NOKPAWEHHSL AKOCMI HCUMMSL.

MATEPUHCBHKUM JEPIIUT ®AT

VYcnimne BrpoBamkeHHs y kiiHIYHY npaktuky MHC BimnocHo nedinuty AT
MIPU3BEIIO JI0 TOKPAIICHHS KITHIYHUX HACIIJIKIB, a 11€, Y CBOIO Uepry, IPU3BEIIO 10
30UIBIIIEHHST YMCNia JKIHOK 3 I[MM 3aXBOPIOBAHHSM, SIKI HapOKYIOTh JITEH.
[TinBuieHi piBHI (peHLIANAHIHY y MaTepl YMHATh HA TUT, KU PO3BHUBAETHCS,
COMaTH4HI Ta KOTHITMBHI TepaToreHHi edektu (cuHapoMm matepuHcbkoi OKY),
K1 BKIIOYAIOTh MIKpoIlle(aiito, CIOBUIBHEHHS POCTY IUIOMY, BPOJIKEHI Baju
cepus, AUcMOP(OJIOriuHi pucH 00MYYs i PO3YMOBY HENOCTAaTHICTH.>> 3 TOro
yacy, fK Oyno onucaHo cuHApOM MmaTepuHcbkoi DKV  BHkazyBanoch
3aHEMOKOEHHS BIJHOCHO TOTO CTYIIEHSI, IO SIKOTO HEaJeKBaTHE JIIKyBaHHS MaTepi
MOKE€ HIBEJIOBATH TO3UTUBHI COIllaJlbHI Ta EKOHOMIYHI €(EeKTH paHHbOI
inenTudikanii mporo posmamy mwraxom MHC.*® IIpubmusno 65% marepis 3
nedinurom OAID" HeaeKBaTHO KOHTPOJIOIOThH PIBEHb (PeHLIalaHIHy B KPOBI1 110 8
TYOKHIB recrarii.>

Kuiniuni pucu
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Po3ymMoBa HENOCTATHICTHL € HAMOUIBII XapaKTEPHOIO PHUCOI  CHUHIPOMY
matepuHchkoi DKV, ockinbku BuHUKae y Ounbine 90% maiTel, siki HAPOAWIUCH Y
JKIHOK, SIK1 HIKOJIM HE KOHTPOJIIOBAJIM PIBEHb (PeHIIaIaHIHy B KPOBI BIIPOJIOBXK
BariTHocTi. JaHi 3 mociimkeHHs cuaapomy MatepuHcbkoi KV, ski Oynu 316paHi
opranizaiiero AHRQ, namum MoOXIUBICTH 17eHTH(]IKYBaTH IOPOTOBUM pPIBEHB
dbenutananiny B kpoBi Matepi (360 MKMOJIb/JT), BHINE BiJl SIKOTO CIOCTEPIraeThCs
JTIHIAHUN B3a€MO3B’S30K MIK piBHEM (eHimanaHiHy y MaTepi 1 3HUKCHHAM
KOTHITUBHUX (YHKIK y JiTed. 3 SIBISIEThCS BCE OLIbINE JOKa3iB HASBHOCTI
HETaTHUBHUX MOBEAIHKOBHX MOPYIIEHb, BKIIOYAIOUN €KCTEPHATI30BAaHY TTOBEAIHKY
y JITeH, K1 HApOAMIUCS B KIHOK 3 CyOONTUMAaIBLHUM KOHTpOJIEM (DeHINaNaHIHy B
KpOBI  BIIPOJOBX  BariTHOCTL.”®  Mikponedanis €  HaWNOMMPEHINION
Malib(popMarli€ro mioAy, AKa aCOLIIETHCS 3 MIIBUIIICHUMHU PIBHAMHU (PeHITaTaHIHY
y matepi mij 4dac recramii. YactoTa BUHUKHEHHsI Mikpouedaiii 3pocTae 10 S5—
18%, sIKIIO KOHTPOJIIO PiBHS (peHITaNaHIHy NOCATHYTO Jinie 10 10-ro THxHS
recrarii, aje 1el MoKa3HUK CTaOUIBbHO MIJBHUINYETHCS 10 67%, SKIO0 KOHTPOJIO
piBHA (eHinanaHiny He nocarHyro 10 30-ro TwxkHA recramii.’® IlizBumieHwuii
PU3MK BUHUKHEHHS BPOJDKEHUX BaJl CEpllsi MOB’S3aHUN 3 MEpPIOJOM PO3BUTKY
ceplsl y MIOAY 1 4acoM JOCSTHEHHS KOHTPOJIO PiBHS (eHIJalaHiHy Yy Martepi.
OckinbkH ceplie IOy po3BUBAaEThCs A0 8—10 TwkHS TecTali, cTablIbHO
NIJBUILIEH] piBHI (QeHinanaHiny y matepi (>600 MKMOJIB/JI) BIOPOJOBXK PaHHBOI
recTanii aColiIOTHCA 3 MIABUIIEHUM PU3UKOM BUHUKHEHHS L1€i MaibpopMaliii B
nianazoHi 8—12%. PuU3uMK BUHUKHEHHS BpPODKEHHMX BaJ CEpLs MOXE TaKOXK
M1JBUIIYBATUCS BHACTIOK HU3BKOTO CIOKHMBAHHS MPOTEIHY 1 Ae(PILUTY BiTaMIHY
Bi;. Yacrota 3aTpUMKH  BHYTPIIIHBOYTPOOHOTO  PO3BUTKY IUIOAY  HE
M1JBUILYETHCS, SKIIO KOHTPOJIO piBHA (eHIIaNaHIHy y Marepi A0CArHyTo A0 10-
ro THXKHS TecTallil; OAHaK 4YacToTa ii MIABUIIYETHCA, SIKIIO KOHTPOJIO PIBHS
(eninananiny oCArHyTO B GiIbLI Mi3HLOMY IIE€PiOAL TecTarii.>’

Oco061uBo1 yBaru nmoTpedyroTh kiHkH 3 Aedinutom DAL, siki BOPOIOBK CBOTO
KUTTS TOTAaHO KOHTPOJIOBAJIM PIBEHb (PeHLNaNaHIHy B KpOBl. bulbll HU3BKUUI
nokazHuk [Q y matepi (<85) acomiroeTbcs 3 OUIBII MI3HIM JOCATHEHHSIM
KOHTPOJIIO PIBHS (eHIJaNaHiHy B MEpiojAl Trecraiii Ta TIPIIMMH KITHIYHUMHU
HACJIKaMU JIJIsl TJI0TY, OJTHAK TIPH JOCATHEHHI ONTUMAJIBLHOTO KOHTPOJIIO PiBHS
deHinana”iHy y MaTepi HEe3aJIeKHO Bij MoKa3HUKa 11 [Q KIIHIYHI HACHIIKY IS
IOy MOJIIIITYOTHCS. >’

KurouoBi MoMeHTH

- Po3BuUTOK 1011y € ONTUMAaIBLHUM, KOJIU PIBHI (DEHLIANaHIHY Yy MaTepi
cK1amaroTh <360 MKMOJIBL/JI 4O 3a4aTTd JUTHHH;

- Cnocrepiraerbcs JTiHIMHUNA B3a€MO3B’ 30K MIXK PIBHSAMU (eHUTaNTaHIHY Y
Matepi, siKi epeBUIy0Th 360 MKMOJIB/J BIPOOBK TecTallii, 1 3SHIKSHHIM
noka3nuka IQ B quTuHU;

- IlizBumieni piBHi deHUIaTaHIHY B KpOB1 Marepi B nepiii 8—10 THKHIB
recTailii acolioThCs 3 MABUIIEHUM PU3UKOM BUHUKHEHHS BPOXKEHOT
BaJIM CEPIsi 1 3aTPUMKOIO POCTY Y IIJIOJIA.
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Pexomenmpamii
- PexoMeHnyI0Th ocaraTtu piBHIB PeHIIaNaHIHY y MaTepi A0 3a4aTTs JUTHHU
<360 MKMOJIB/1.

KoHTpoJib cTaHy BIPOA0OBIK BATITHOCTI

deH1NaIaHIH TPAHCIIOPTYETHCS Uepe3 IIACHTY 1, K HACTiJ0K 1OTO, PIBHI HOTO
y IOy NMEePEBUILYIOTH PiBHI (eHinananiny y Matepi. CydacHi 1aHi DiATPUMYIOTh
OB PiBHI ¢eHUIaNaHiHy y marepl B miama3odi 60—-360 mxmoib/i, xo4a B
MDKHApOJHUX HACTAaHOBAaX IIPOMOHYIOTh MIATPUMYBAaTH pPiBEHb (eHIIaIaHIHy
<240 mxmonb/1.>® Xoya B 1ociimKeHHAX OyJI0 3aCBiYEHO, 10 HABITh TaKi HU3bKI
piBHI (QeHUtananiny sk 100 Mkmoi/m € Oe3MeYHUMH BIPOJOBXK TecTallii,
30epiraeThCs EBHE 3aHETIOKOEHHS, 1[0 IEPCUCTEHTHO HU3bKI PiBHI (PeHITaIaHIHY
y Marepl, OCOOJMBO BIPOAOBK JAPYrOro 1 TPETbOrO0 TPUMECTPIB, MOXKYTh
acolLlOBATUCS 3 TMIABUIIEHUM PHU3UKOM 3aTPUMKU BHYTPIIIHBOYTPOOHOTO
po3BuTKy mmioay.’’ HeOaxanwii BIUIMB IiIBMINEHOTO piBHSA (eHinanaHiHy y
Matepl Ha IUIJ, IO pPO3BUBAETHCS, BUIIPABIOBYIOTH IIIBUIIEHY yBary 1
BTPYYaHHS BIPOJOBXK TecTallli, TPy MbOMY aKIEHT POOJATh HA ONTHMAIBHOMY
KOHTpOdl A0 3adarts AuTuHU. JKiHKW, $K1 3aBariTHUIM 0€3 BiAMNOBIIHOTO
KOHTPOJIIO piBHS (eHlIanaHiHy, MOTpeOyIOTh CYTTEBOI MIATPUMKH, 100 MIBUIKO
JOCSTTU  ONTUMAJIbHUX piBHIB  (deHunanaHiny. Ile Moxe moTpeOyBaTu
IHTGHCUBHOTO BTPYYaHHS, BKJIIOYAIOYM TOCIITaTi3alio, 100 1HIMIIOBATH
nierorepamnito. He Bci MenukamMeHTH 1 MEIWYHI MPOAYKTH, AOCTYIIHI IS
BUKOpPUCTaHHA Yy oci0 3 nedinurom DAL, miaxomsTs s BUKOPUCTAHHS
BIPOJOBXK BariTHOCTI. Skmo roBoputu cnenudiuno, BHAK He mnoBunHI
BUKOPUCTOBYBATUCS BIPOJOBX BariTHOCTI, OCKUIBKM BOHH HE 3HUKYIOTh
IIPOTHO30BaHO piBeHb (eHumanaHiHy B KpoBl Marepl. CamnponTtepuH €
MEIUKAMEHTOM 13 Kjacy «C» 1 MOXe BUKOPUCTOBYBATHUCS BIPOJOBXK BariTHOCTI,
SKIIO HEraTUBHI e(QEeKTH BiJ MOro He3acTOCyBaHHS MEPEBULIYIOTh HOTO
noTeHliHl moOiuHi edextu. HemMae pokasiB acolifioBaHOi 3 CampoNTEPUHOM
TEepaTOreHHOCTI a00 HeOakaHUX e(EeKTIB Ha BariTHICTh, IPH IIbOMY 301IbIIYETHCS
YUCJIO OKpPEeMHX TMOBIJOMJIEHb TMPO YCHINIHI HACIIAKKA BariTHOCTI MpH
BUKOPWCTaHHI IHOTO mpemnapaTry. bepyun mo yBaru Bimomi HeraTuBHI e(eKTH
MBUIIEHOTO PiBHs (DEHUIATaHIHY Y MaTepi HA KIIHIYHI HACTIAKK BariTHOCTI, MU
MPOMOHYEMO B HAIIMX HACTaHOBaX, MO0 KIHKH, SIKI IPUIUMaIA CApONTEPHH /10
BariTHOCTI, 3aJIUIIIAINCh HA [IbOMY MEIUKAMEHTI, a *KIHKaM, sIKi HE OTPUMYBAJU
el mpemapar 10 BariTHOCTI, ajié MOXYTh OTPHUMAaTH BiJT HBOTO KOPHUCTH,
MPOMOHYBAIM JIIKYBaHHS CaIllpONITEPUHOM BIPOJOBXK BaritHocTi. B imeami
peaxilifo Ha JIKyBaHHS CalpoONTePUHOM Tpebda NEPEeBIPUTH 10 BUHUKHEHHS
BariTHOCTI, 00 YHUKHYTH KOJIMBaHb PIBHIB (DeHUIajaHIHy B KpOBI Marepi, a
TaKOXX BpaxOBYIOUM CKJAJHICTh I1HTEpIIpeTalii Takoi peakiiii BIPOJOBXK
BariTHOCTi. BaritHum xinkam 3 gedinutrom DAIT moBUHHaA HagaBaTHCS BCS
pYyTHHHA NpeHaTalibHa aonoMora. [linBuiieHHs piBHs GeHUIalaHIHy Yy MaTepi He
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YUHUTh BIUIMBY Ha OIIHKY PYTHUHHUX CHPOBATKOBUX CKPUHIHTOBHX TECTIB
BIJIHOCHO 1HIIUX IaTOJOTIYHMX CTaHiB. Tpeda MPOBOAUTH MOHITOPUHT POCTY
IOy BIOPOJOBX BcClel recranii. PeKoMeHAyloTh MPOBOAUTU YIBTPA3BYKOBE
JOCITIDKEHHST TUIOJTy B paHHI TEpioJM TecTallii, OCKUIbKA € PHU3UK 3aTPUMKH
BHYTPIITHbOYTPOOHOT'O PO3BUTKY ILJIOAY B OUIBII Mi3HI TEpIOAU, a TaKOXK
MOXJIMBICTh PO3BUTKY Mikponedamii. Takok pEeKOMEHAYETbCS CKPUHIHTOBE
yIIbTPa3ByKOBE JOCITIKEHHS BIJHOCHO aHoMamii miuoxy. Exokapmiorpadiune
JOCITIJIKEHHS CEepIlsl M0y MOBHHHO BUKOHYBAaTHUCh Ha 18—22 TIWKHSAX TecTalii.
[Totpeba maTepi B ¢eHinamaHiHl CyTTEBO 3MIHIOETHCS BIPOJOBXK TECTaIlii, TOMY
HEOOXITHO YacTO BHU3HAYATH WOTO PiBEHb B KPOBI 1 KOPEKTyBaTH miery. Tpeba
YHUKAaTH HaIMIPHOTO OOMEXEHHS [I€TH Yy MaTepi, OCKUIbKM HeaJeKBaTHE
CIIOKMBAHHS TMPOTEIHY 1 Kajopid MOXKE€ CHPHUITH IIJBUILEHHIO PIBHIB
¢deHnananiny B ii kposi. IlaTosoriuHi piBHI THUPO3MHY HE AacOLIIOBAIUCA 3
HEraTUBHUMHM KJIiHIYHMMHU Haciuigkamu BariTHocTi.”® Takoxk Tpeba NpOBOAMTH
MOHITOPUHTI CIIO’KUBAHHS BITaMiHIB 1 MIHEPaJIiB, OCKUIBKU CTaHAAPTHI KOMILIEKCH
BITAMIHIB, SIKI IPUMUMAIOTHCA 3 MEIUYHUMHU MPOAYKTaMHU 3 MPUBOAY ACHIIUTY
®OAT', MOXyYTh 3a0€3MeuyBaTH HAAMIPHI KUIBKOCTI BITaMiHY A, SIKUU aCOIIIOEThCS
3 BpomkeHumu Jnedekramu. HemoctaTHe crokuBaHHsA BiTamiHy Bip Moke
CIPUSTH MIABUIICHHIO PU3UKY BPOJIKEHUX BaJ CEPIIS.

[Ticns momnoriB moTpeba matepi B (eHUTANIaHIHI 3HIKYETHCS TOPIBHAHO 3
MIJBUIIEHUMU aHA0ONIYHUMHU TOTpedaMu y TPETbOMY TPHUMECTPi, TOMY
HEOOXITHO TIPOJIOBXKYBATH PETEIHHUN METa0OJIYHUNM MOHITOPUHT 1 KOHTPOJb
nietu. BukopucTaHHs cHemiaibHUX MPOAYKTIB MEAMYHOTO XapyyBaHHS MOXKeE
3a0e3MeunT TIJBUIIEHI MOTpeOM B KajJopisX 1 NPOTEiHI Uil TPYTHOTO
BUTOJIOBYBYHHsI (640 kkan/nenb 1 25 rpam  mpoteiny/neHb). Hemae
MPOTUIIOKA3aHb JI0 TPYTHOTO BUTOIOBYBAHHS, OCKUTEKM HEMOBIISTA, B SIKUX HEMAE
nedimuty DAL, MOXyTh JIeTKO MeTa0OMI3yBaTH HE3HAYHO IiJBUIIEHI PiBHI
(eninananiny B rpyaaoMy mMostoni matepi.®%6!

Pexomenpanii

- BrnpomoBx BariTHOCTI HE peKOMEH1y10Th BUKoprucToByBaT BHAK;

- CamnponTepuH € MEIUKaMEHTOM 13 Ki1acy «C» 1 MOke BUKOPUCTOBYBATUCH
BIIPOJIOB3K BariTHOCTI, ajie MCJs TOro, K OyJr 0OroBOpEeH1 pU3UKH IS
Matepi 1 oAy MpH JIIKyBaHHI ITUM IpenapaTom;

- PyTtunHHE ciocTepekeHHs 3a BariTHOIO 1 MOHITOPUHT TIOBUHHI
JIOTIOBHIOBATUCS PETETHHUM MOHITOPUHTOM POCTY TUIOMY 1
exokapiorpadiero cepus I0ay I BUKIIOYSHHS BPOKEHUX BaJ| CEPIIs;

- Marepi 3 gedinurom AT MOXyTh O€3MEUHO TOAYBATH TUTUHY TPYIbMH;

- Iicas momoriB xiHku 3 AedinmuroM OAI" MOBHHHI TPUTPUMYBATHUCH JIETH 3
oOMeXeHHSAM (peHITalaHiIHy, BKIFOUAI0Ud BUKOPUCTAHHS MEIUUYHUX
MPOYKTIB, 00 3a0e3meun T ONTUMaIbH1 (h1310JI0T1UHI TOTPEOU K IS
Marepi, Tak 1 JUTHUHHU.

Komenmap pobouoi cpynu:
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Ipoginaxmuxa cundopomy mamepuncokoi DKV € Haozeuuaiino 6axiciusorw,
ockinvku gpaxogyrouu, wpo MHC e Yxpaini posnouamo 6 1986 pouyi, icnye gucokuti
pus3uK  wooo HapoodcewHs Oimeu 3 mamepuHcokoro DKY  owcinkamu
PpenpooyKmueHo2o 6iky 3 nponyujenumu eunaokamu PKY, ocobruso 3 necxumu
ma NOMIpHUMU (heHomunamu, y AKUX BUPANCeHAd pPO3YMO8A HeOOCMAMHICIb
mozna i He cgopmysamucs. BusenemHs JciHOK penpooyKmuHoz2o 6iKy 3
nponywenumu sunaokamvu PKY, nikyeauns ma mounimopune maxux nayicHmox
nompebye cmeopenHs Ha 043l pPeiOHANbHUX MeOUKO-2eHEeMUYHUX YeHmpIs
MYTbMUOUCYUNTIHAPHUX 2PYN, 00 SAKUX MAiomb 3a1Ay4amuch JiKapi-eeHemuKu,
diemoniocu, NCuxono2u, cneyiaricmu 3 YIbmpasgyKoeoi 0iacHOCMUKU, aKyuiepu-
2IHeKoJl02U ma IHWI cneyiailicmu.

KOHCYJIBTALIA 'EHETHUKA

Hedinur DOAD ycnagkoBYeThCsl 32 ayTOCOMHO-PEIIECHBHUM THUIIOM; YypaXKeH1
oco0u ycnaJakoBYIOTh Bl MyTallli B reHl ®AI', 1o ojHii Bij KOXHOTO 3 OATHKIB.
VY 6arbKiB, K1 € HOCISIMU T€HY, pU3UK HAPOJDKEHHS XBOPOI TUTHHHU cKianae 25%,
a HapOJDKEHHS 3JI0POBOI TUTHHH, KA € HOCIEM YPaXEHOro reHy, ckiamae 2/3.
IcHyrOTh eTHIYHI BIIMIHHOCTI B TONyJAMiiHIA 4dactoTi aedimuty DAL, 1 mus
NEeSKUX chelupIyHuX MOMYJSIIA € PO3paxyHKOBI TaOMMIN JUIsl OI[IHKU PU3UKY
yCIIaJKyBaHHS IbOTO 3aXBOPIoBaHHsA.” OCKiIbKU CiM’i € auHAMiYHMMH i y 0cib 3
nedimurom DAIT  cnocTepiraroTbCsi €MOILIOHANIbHI, TICUXOJIOTIYHI Ta 1HIII
npo0IeMHu, KOHCYJIBTYBaHHS Yy T€HETHKa MOBHHHO OYTH TOCTIHHHM BIIPOJIOBXK
YChOTO JKHTTSI.

TecTyBaHHSI HOCIIB reHy

[nentudikamis vociiB nedinury @Al (TecTyBaHHS HOCIIB) € HAWOIIBII TOYHOIO,
KOJM BIJIOMUUA TEHOTHUI YPAXKEHOro ujeHa ciM’i1 1 BHUKOHYETHCS IIIJTHOBE
TECTyBaHHS BIJHOCHO B1JIOMOI ciMeitHOi myTaiiii. [le Moke 103BOJIUTH BU3HAYUTH
HOCIIB y Omm3pkux poauuiB. [lpu anamizi 1miapoBoi (MaxopHOi) MyTaiii He
BUSIBJISIIOThCA 1HII MyTallii B reHl @AI. TecTyBaHHS HOCIIB B MOMYJIALIT IIMPOKO
HE BHUKOPUCTOBYETHCS, X04a KiJbKa OLIbII momupeHux anenei nedimury OAT
BKJIIOYEHI MpUHAWMHI B OAHY 13 TMaHeled YHIBEpCaJbHOTO TI€HETUYHOIrO
TECTYBaHHs, Ki JOCTYIHI Ha pHHKY.% KOHCy/IbTallisd reHeTHKa BaX/IMBa LISl TOTO,
o0 a/leKBaTHO 1HMOPMYBATH Mapu BIJHOCHO iX PE3UTyaIbHOTO(T€HETHYHOIO)
PU3BHKY.

IIpeHarajbHe TeCTYBaHHA

[Ipenatanpauii giarHo3 aedinuty DA I[OCTyHHI/II/I JUINE TPU BHKOPHCTaHHI
JIHK wMeromuk. CKpHHIHT 110 3a4arTs 1 NOpeHATaIbHUM CKPUHIHT BiJIHOCHO
nedimuty @DAIDT  (Bu3HaueHHs piBHA (QeHUTaNMaHIHy B KpOBi) TOBHHEH
pO3TIsIaTUCs JIMIEe B JKIHOK, B SKHX BXK€ HApOKyBajlach OJHA JWTHHA a0o0
OibINE 3 O3HAKAMHU, SIK1 IO3BOJISIOTH 3aMi03pUTH CUHAPOM MaTepuHChKoi DKV,
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K1 IMMITpYBaJIM 3 KpaiH 6e3 yHiBepcaibHoro MHC, siki HapoAWJIUCh A0 TOYaTKy
nposenenHss MHC y cBoix kpaiHax a0o y >KIHOK, B SIKUX MPUCYTHI pO3yMOBI
OOMEXKEHHs, M0 HE MalpTh MoscHeHHs. Llupoko JOCTYymHO BU3HAYCHHS
KOHIICHTpaIlid ¢eHuIaJaHiHy 1 TUPO3WHY Yy Iuta3mi abo IMiIbHIA KpOBi, Kl
OTpUMaH1 HaTIIE; IHTEePIIPETallisl pe3yJIbTaTiB MOXE 3aJICKATH BiJ] MAaTEPUHCHKUX
¢dakTopiB, TaKUX K ACHb MCHCTPYaJIbHOTO IHKITY, 3aCTOCYBAaHHS KOHTPAIICTITHBIB
Ta CTPOK recramii.®

Kiro4oBi MoMeHTH

- Jedinut @AD" ycnaakoByeThCs 32 ayTOCOMHO-PELIECUBHUM THIIOM;

- VY TenepillHii Yyac AOCTYMHO TECTyBaHHS HOCIIB cepe/l YiIeHIB CiM’1 3
M1JBUIIICHUM PU3UKOM BUHUKHEHHS JJAHO1 MATOJIOT1i (METOIMKA HA OCHOBI
ominku JTHK);

- HasBHi eTHIYHI BIIMIHHOCTI B MOMYJISALIAHINA 4acTOTI 1 YaCTOTI HOCIHCTBA
nedpiuuty OATL;

- IIpenaranbuuii niarno3 aediuuty @Al gocTynHui nuile npu
3aCTOCYBaHHI METOJIMK, ocHOBaHuX Ha omini JJHK.

Pexomenaamii
- Koncynprallis reHeTHKa MOBHHHA 3a0€311eUyBaTUCh 3 MPUHITUIIOM
Oe3nepepBHOro Harjsay A marieHTiB 3 Aedinutom GAIT Ta ix ciMei.

Komenmap pobouoi cpynu:

Ha momenm pospobxu oOamoi adanmosanoi kiainiunoi nacmanosu 6 Yxpaiwi
npenamanvia odiacnocmuxa oepiyumy DAL 3acmocosyemuvcs na ocrnosi JTHK
MemoOuK, ale NpOoBOOUMbCS O0OMENCEHO, NePesadCHO 6 NPUBAMHUX KIIHIKAX.
LHosnuii JIHK ananiz eeny @AI onsa 6cboeo cnekmpy mymayiti noku 8 Yxpaiui ne
npPOBOOUMbBCAL.

HEWMPOKOI'HITUBHI TA ICUXOJIOT'TYHI HACJIIIKHA
IuTenexkT

HenixoBanuii nedinut AL acoritoeTbCcsi 3 pO3yMOBOIO HemocTaTHICTIO;* omHak
nporpec B MHC 1 mikyBaHHI 1i€i maToJyiorii MpU3BIB 10 TOTO, IO HEIIKOBAaHUHN
nedpiuut GAIT Tpamnserses piako. Tum He MeHine, Oyna omyOiiKoBaHa BeJTUKa
KUIBKICTh JIJaHUX, SKI BKAa3ylOTh Ha 3BOPOTHUN B3a€MO3B’S30K MIXK PIBHSIMHU
¢eninananiny i nokasaukamu 1Q.%* Bamm 1Q y mauienris i3 gedinmrom OAT
IPHMHIIMIIOBO II0B 513aHi 3 BIKOM MaI[icHTa HA MOMEHT iHiI{amii gieTw i ii Biqminm. %
Bnponosx octannix 50 pokiB moka3HUK [QQ BUKOPHUCTOBYBaBCS SIK OJHWH 13
OCHOBHUX KPHUTEPIIB KIIIHIYHOTO pe3yJbTaTy B MaiieHTiB 13 gedinurom DAL, npu
IIbOMY HE JIMIIIE P MOHITOPUHTY KOTHITUBHOTO PO3BHUTKY, aJie TAKOXK MPH OIiHIII
Binnosigi Ha nikyBaHHa.®® Ha konceHcycuiii kongepenuii HI3, sxa Oyna
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npucBsiueHa @OKY (2000 p.), Oynm mnpeacraBieHl JaHi MOpoO  3BOPOTHHUM
B3a€MO3B’SI30K MK MokasHUKOM IQ 1 piBHsAMHM (eHinanaHiHy; OoJHAK He OyiIu
chopMmynboBaHi crenudiuHl peKoMeHAaIli BIAHOCHO TOTO, SK 3aCTOCOBYBAaTH
nokasHuk [Q Ipu MOHITOPHMHIY PO3BMTKY a0O OIUHII BiANOBiAi Ha JIiKyBaHHS .
Tum He menmie, Oyna o3BydeHa pPEKOMEHJAIlisl PO HEOOXITHICTh MOKUTTEBOTO
MeTa0OoIIYHOTO KOHTPOJIIO, 1 BOHA Oa3yBajach Ha JaHUX, SKI 3acBIIUyBalid
3HMKEHHS NOoKa3HUKIB 1Q npu nmocnabnenni gierorepanii.®6-8

VY nepeBakHil OUIBIIOCTI MyOTiKaIlii, MPUCBIYEHUX PAaHHBOMY 1 O€3mepepBHOMY
nikyBaHHIO Aehinuty AT, MOBIIOMIISETHCS CepeHIN Alana3oH nmoka3HUKIB 1Q;
JlaHI BKa3ylOTb Ha Te, 110 HaBITh IIPU TaKOMY JIIKyBaHH1 JiTH 3 nedinurom AT
JIEMOHCTPYIOTh TOKa3HMKU [Q, ski Ha 6—9 MyHKTIB HWXKYl, IOPIBHSHO 3
nokasaukamu 1Q y 310poBux 6paris i cecrep um 6arekiB.®*’® Hapite y nomymsuii
niten 0e3 pediuuty DAD nmokazHuku [Q numie 4YacTKOBO KOPENIIOKOTH 31
IIKUTbHUMHU OLIHKaMH ¥ aKaJeMIYHOIO0 YCHINIHICTIO, TOMY HEOOXiJHA J10JaTKOBa
omiHka (kpiM mnoka3HuKiB [Q) s MOBHOrO BHU3HAUYECHHS (YHKI[IOHATBHUX
HACTIAKIB JIKyBaHHA Takux mamieHTiB.®® Tpeba BimsHauuth, moO Xxo4a
JOCIIJIKEHHS 1 He OyJIM OJHOPITHUMH, Ne(pIIUTH BUKOHABYMX (YHKLIA y OCi0 3
nedimurom DAIT BUABIAIOTBCSA JOCTAaTHHO TOCIHIJIOBHO, 1100 BHUIIpaBIaTH
J0JaTKOBY yBary Jo 1i€i npoonemn.?’ 283

IIcuxosoriuni mpoodJiemMu

Xoua OararpboM mamieHTaM i3 gedirmurom DAIT 1 He BHUCTABISAIOTHCSA diarHO3H
MICUXIaTPUYHUX PO3JIAJIB, Yy I TPyl TAIllE€HTIB CIOCTEPIraeTbes MiABUIIICHA
YacTOTa MNCUXIATPUYHUX CHMIITOMIB, OCOOJIMBO TpuBOra i mempecis.®®06.7084-86
TSXKKICTH CUMIITOMIB KOPEJIIOE 31 CTYNEHEM MIJBUILIEHHS PiBHS (PEHITaJIaHIHY B
KpOBI 1 3HW)XEHHS HOro piBHSA $K NPaBUIO MPUBOAUTH J0 MOKpPALIEHHS
CUMIITOMATUKU. Y 0araThbOX JOCIIJPKCHHSIX BHUSBJICHA MIJIBUINECHA MOIIMPEHICTh
npo0JeM 3 yBarow i CUHAPOMY Ae(pIUuTy yBarv- rinepakTUBHOCTI Yy MALEHTIB 3
nedpiuurom OAT; 6nusbko 25% aitel, skum OyJio TpU3HAYEHE PAHHE JIIKYBaHHS 3
npuBoay aAediuuty DAL, oTpuMyIOTh Npemnapar Uil JIKYBaHHS CHUHIPOMY
nediuTy yBaru-rinepakTUBHOCTI MOPIBHSIHO 3 7% mniteit 3 miadbetom. HeoOximHo
MPOBECTH JTOCIHIIKEHHS, 100 Kpallle OXapaKTepu3yBaTH MOMIMPEHICTh CUHIPOMY
nedinuTy yBaru-TinepakTUBHOCTI Ta 1HIMUX TICUXIaTPUYHUX PO3JIA/IB y MAI[IEHTIB
3 pedinurom DAL, a TakoX OIIHWUTU PEAKII0 WX MAIIEHTIB HA CTaHIAPTHI
¢apmakosoriuni a6o noseninkosi Brpy4anHs.®’ 8 Takox momarkosi HeraTtusHi
ebpektrn B marlieHTiB 13 npedimurom DA Ta B iX CIM’SX TPOSBIIHCS TIPH
TpuBajgoMmy croctepexenHi. Lli edextu BkIIOYAIOTH OUTHII PUTITHUN CTHIIb
CIMEMHHMX CTOCYHKIB, BIITEPMIHOBaHa aBTOHOMHICTh YPaXKEHUX ILIUM PO3JIaJIoM
JOPOCIIMX, a TaKoX CKIAQOHOCTI B IulaHl (opMyBaHHS B3a€MO3B’SI3KIB Y
CyCIiIbCTBI y gopociux nanientis.®*® Hespaxaroun Ha Bce mepepaxoBaHe, PaHO
noyare 1 Oe3mepepBHE JiKyBaHHsA mnaiieHTiB 3 nedinurom DAIT Hagae iMm
MOKJIMBIiCTh MaTH BiJHOCHO HOPMAJIbHY SKICTh KHTTS. %
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PeKOMeHIlaHﬁ BiIlHOCHO MCHUXO0JIOTIYHOIO TECTYBaAaHHA

YHacniI0K MiABUIIEHOTO PU3UKY HEUPOKOTHITUBHUX 1 MICUXOJOTIYHUX MIPOOIIEM y
nariedTiB 3 gedinurom OAI BunpaBgaHuil peryaspHUil MOHITOPUHT ICUXIYHOTO
310poB’sl. ba3yrounch Ha KOHCEHCYCHHUX PEKOMEHALIfAX TPYIU TCHXOJIOTIB, MU
MPOMOHYEMO KiJIbKa TICUXOJIOTIYHUX TECTIB B AKOCTI CKPUHIHTOBUX IHCTPYMEHTIB
A imeHTHQIKamii TMX TAli€HTiB, fKi HOTPeOYIOTh I0AaTKOBOI ominkw.
HeoOxiaHiCTh MOJANBIINX TECTIB TOBUHHA BU3HAYATHCS Ha MiJCTaBl pe3yibTaTiB
CKPUHIHTOBOTO TeCTy (Tabmuiis 2).

Kiro4oBi MoMeHTH
- InTenexkr y maii€eHTIB 3 ONTUMAbHO JikoBaHUM Jedinurom AT
3HAXOJMUTHCS B HOPMAJIBHOMY [I1alla30H1, ajie MOKa3HUKHU [Q HIKYI, HIXK Y
3I0pOBUX OpaTiB 1 cecTep;
- IIpu pediuuri GAI" miaABUILYETHCA YacTOTa HE IMOB’A3aHUX 3 IHTEIEKTOM
MICUXOJIOTTYHUX CUMIOTOMIB, OCOOJIMBO MOPYLIEHHS! BUKOHABYOI (DYHKIIII.

Pexomenaamii

- Pu3uK BUHUKHEHHS HEHPOKOTHITUBHHUX 200 MCUXOJIOTTYHUX CUMIITOMIB MPU
nedimuti AT oB’s13aHUI 3 BIKOM, KOJIM PO3IIOYATO JIKYBaHHS, PIBHIMHU
deHinana”iny BOPOJAOBXK KUTTS MAIl€EHTA 1 TPUXUIBHICTIO JI0 JIIKYBaHHSI.
[Io6 amexBaTHO OLIIHUTH KJIIHIYHI MOTPEeOU MalieHTa, HeoOX1JHO MPOBECTU
cnierugivHe 19 KOKHOTO BiKy HEMpOTcuXiaTpuyHe 1 KOTHITUBHE
TECTyBaHHS;

- BianoigHa oI1iHKa 1HTENEKTYaJIbHOTO 1 ICUX1YHOTO 3/I0POB’S € BAXKJIUBUM
KOMITOHEHTOM OITIKH HaJ mamieatamu 3 OKV.

MNEPEXIJ Y 3PLJIMA BIK

[lepexin y 3pinuii BiK € MEepPioOM BHCOKOTO PU3HKY JJISl TIAIIEHTIB 3 ACHIIIUTOM
®AT'. Sk 1 BCl MITKHA, MAMIEHTH MTTKOBOTO BiKy 3 aedinurom DAT
IPOXOJASTh 4Yepe3 MCUXOJOTIYHI MpoOJeMu TP J03pIBaHHI, Taki sK OaxaHHS
CTaTH HE3aJIeKHUM, MPECUHT BiJ MIUITKIB TOrO camMoro BIKYy 1 OyHTIBHa
noBenmiHka. I{i mpoOiieMH YCKIQJAHIOIOTBCS HEOOXIAHICTIO JAOTPUMYBATHUCS
Ji€ToTepanii, sika MOB’s3aHa 3 1X XPOHIYHMM 3axBoproBaHHsAM. Konm mnarieHT
NepexoAuTh y 3pUIMM BIK 1 MOTparuisie MiJ OMIKY IHIIWX MEIINpaliBHUKIB (HE
neiaTpiB), € PU3UK BTPATH METAOOIIYHOTO KOHTPOIIO. PU3UK BTpaTH KOHTPOIIO
TaKOX MiJABUILYETHCS BHACTIAOK HEJOCTATHBOI KUIBKOCTI CIEIIaTICTIB 1 IIEHTPIB,
AK1 CIEIai3yIOThCsl Ha JIIKYBaHHI TaKWX JOPOCIMX TMAIll€HTIB. SIK HACHIIOK,
O0araTo TeAIaTPUYHUX LEHTPIB MPOJOBXKYIOTH CIOCTEpIraTd 3a TaKUMHU
nopocnumu mnanieHtamu. e ogna mpobiema moB’si3aHa 3 BapTICTIO JIIKYBaHHS.
Momonai mopocm — me rpyna mamieHtiB y CIIIA, ski myke moraHo OXOIUIeH1
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MEIMYHOK CTpaxoBkoro.”? KpiM TOro, BapTicTh MEIWYHMX IIPOAYKTIB MOXKE

MOKPUBATUCA HE BCiMa CTpaxOBKaMH, a II€ CYTTe€BO 30uIblIye (hIHAHCOBE
HaBaHTa)KEHHSI Ha MAII€HTIB, SIKI IO TOr0 K MalOTh CKJIAJHOCTI 3 KOTHITUBHUM 1
BUKOHABYMM (pyHKIioHYBaHHAM. [1[00 3a0e3meunTn peKOMEHIOBAHE MMOKUTTEBE
JIKyBaHHSI, JTy’)KE€ BaXKJIMBO, 100 CTPaxOBKH IMOKPUBAJIM BUTPATH Ha JIIKYBaHHSI.

[Tepexin y 3pinuii Bk TOBUHEH OyTH MOCTYIOBUM MPOIECOM, SIKUH MTOYMHAETHCS B
JUTSAYOMY BIIll 1 3aKIHUYEThCS B PAaHHBLOMY JOPOCIOMY Billl, TaK SK II€ JacTh
MOXJIMBICTh TIOCTYIOBO IEPEHECTH BIAMOBIIAIBHICTH HAa CaMOT0O TAaIll€EHTa 1
CIIOHYKaTH B HOMY aBTOHOMHicTb.%® CIipusTH TakoMy HpOIeCy MOkKe CTBOPEHHS
nepeximanx kminik.*® V neil nepeximHuii mepioJ; MONOAMM KiHKaM Tpeba
MOSICHIOBATH TMpOOJIeMH, TOB’S3aHl 3 BariTHICTIO. SIKImo He 3a0e3nmeuyuTd
e(EeKTUBHUHN MEPEXIAHUI Neplo I TAKUX NALIE€HTIB, TO MOXKYTh OyTH BTpadeHi
BCI [IepeBaru, OTpUMaHI1 BiJl paHHBOTO JIIKYBaHHS Aepiuuty AT

Kiro4oBi MoMeHTH
- OntumanbHUMM € CHEllalli30BaHl JIKYBaJdbHI LEHTPHU JIS JOPOCIHX 3
nedpinurom GAI, ane BOHM BIACYTHI Ha 0araTboX TEPUTOPISX;
- Ilepeximui mnporpamu i nOiypnTKiB 3 gedinurom DAIT moBuHHI
3a0X0YYyBaTH iX J0 HE3aJEKHOCTI.

Pexomenaamii
- Jlns 3a0e3nedeHHs] MOKUTTEBOTO JIIKYBaHHS HEOOX1AHO, 100 MeaudHi
CTPaxOBKH TOKPUBAJIM SIK BapTICTh MEIUKAMEHTIB, TaK 1 MEIUYHUX
MIPOIYKTIB HE3aJICKHO BiJ] BIKY MAIll€HTIB.

Komenmap pobouoi cpynu:

B Vkpaini npobrema meouunozo oOoenady nayicumis 3 Oepiyumom DAl 6
RIONIMKOBOMY MA OOPOCIOMY 8iYyi CMOIMb MAKONC 2OCMPO SIK i 8 YCbOMY CBImI.
llayienmu 3 @KY yux e6ikosux epyn nompebyomv CHOCMEPEIHCEHHS
MYTbMUOUCYUNTTHAPHUMU 2PYNAMU MA 8IONOBIOHOI NCUXOJIO2IYHOI NIOMPUMKLU,
aka 6 cnpusna Gopmysanno  CuibHoi  Momueayii U000 NPOOOBIHCEHHS
oiemomepanii. Baxcnueum  3anuwaemvca  numaumHa w000  QIHAHCOB020
3abe3neuenns nayicumis gikom cmapuie 18 pokie xapuosumu npooykmamu Ois
CneyianbHO20 OIEMUUHO20 CRONCUBAHHSL,

MAWBYTHI HAIIPSIMKHA

SAx omHa 3 MOMIJIOK MeTaboii3My, sSika HaWIOBINE BHBYAETHCS, Aehinut DAL
MOKE CIYTyBaTH TMapajurMOI0 JUIsl JIKyBaHHsS TOMIOHMX CTaHIB, OCKUIBKH
BIIPOJIOBXK JECATUIITH OYJIO JOCSITHYTO BEIMUE3HOTO MPOTPECY B PO3YMIHHI I[HOTO
po3nany 1 #oro JmikyBaHHI. bBe3cMMOTOMHI HOBOHApOPKEHI HUHI YCIIIIHO
JIarHOCTYIOTBCS 1 BUACHO OTPUMYIOTH JIIKYBaHHS, 1 MOXJIMBOCTI JIIKyBaHHSI HHUHI
PO3IIUPIOIOTHCS 1 BKIIOYAIOTh (papMaKoJIOTiuHi BTpy4YaHHs. Bijgblie Toro, Beauka
KUIBKICTB JITEH 3 IIUM MOPYIIEHHSM CTalld TOPOCIUMH, MPAIIOIOTh 1 MAKOTh CIM 1.
OpHak, Xo4a Mepia KOropTa JIIKOBAaHUX JOPOCIUX JIUIIE Termep MociIraioTh 50-
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piuHOrO BIKY, IIe Oararo Tpeba mocmiautu mpo aediuur Al y mopociux
MMaI{l€HTIB.

Tenep Bimomo, mo aedimut GAIT MoXxke acoIiroBaTUCS 3 IUJTUM CIEKTPOM CTaHIB
PI3HOTO CTYIEHIO TSDKKOCTI, 1 OCTaTOYHUM KIIHIYHUM pe3ynabTaT 3ajeXHUThb Bij
Oaratbox crpusitounx ¢akropis. Lleil “3cyB mapagurmu’” B HalloMy MOTJIAII Ha
TCHEeTUYHI 3aXBOPIOBAHHA 1 iX JiKyBaHHS modaBcs 3 gedinury DAL, ame mie
Janeko 10 3aBepuicHHA wiei momopoxi.*® Skmo morngHytd y MmaiGyTHE, TO
MOTPiOH1 Kpallll IHCTPYMEHTH Ta CTpaTerii, o0 ONTUMI3YBAaTH JIKYBaHHS TaKUX
MAIIE€HTIB 1 MOJIMIIXATYA JOBIOTEPMIHOBI KIIIHIYHI pe3ysbTaTH. TakoX HEOOXiaH1
jminmi - 6loMapkepu, 00 MPOBOJWTH MOHITOPUHI Tepamii 1 mnependadaTv
KJIIHIYHUN Hacligok. HasBHI B TemepimHid yac 1 MalOyTHI METOAM JIIKYBaHHS
NOBMHHI OIIIHIOBATUCHh HE JIMILIE BIJHOCHO iX 3JAaTHOCTI 3HUXKYBaTH pIBEHb
(deH1nana”iHy B KpOBI, a TAKOX 1X BIUIMBY Ha SIKICTh KUTTS ypaXX€HUX 0CI0 Ta ix
cimeir. HeoOxi1HO mpoBeCTH TOAATKOBI OCTIIKEHHS 3 OIIHKOIO MAIlIEHTIB, SK1
MalTh CHPHUATIMBUA TEepelir 3aXBOPIOBAHHS, IIOOM BHU3HAYUTH PU3HKH, SKI
aCoOINIOIOThCS 3 PiBHAMH (DeHUTanaHiHy B KpoBi B gianmazoHi 360—600 MxMoub/.
Jyxe BaxJIuBO, MO0 KIIHIIUCTH, BYEHI, CTPAXOBUKU 1 MPEACTABHUKHU
PEryJsTOPHUX OPraHiB YCBIIOMUJIM YHIKaJbHI MOKJIMBOCTI, MOB’S13aH1 3 HOBUMU
METO/IaMH JIIKYBaHHS P1IKICHUX PO3JajiiB, TakuX sk Aedinut OAT, 1 po3podiisiu
HOBI METOJMKHU JUIs OIIIHKM Takux 3axodiB. JlogaTkoBe ¢oKycyBaHHS Ha
PO3YMIiHHI SIK B3a€MO3B’SI3Ky T€HOTHUIT-(PEHOTHII, Tak 1 MOAUPIKATOPIB neIiUTy
®AI' go3BoNMTH IHOWMBIAyadi3yBaTh Tepamito. byna TmokasaHa meBHa
e¢(eKTUBHICTh HOBUX METOJIB JIKyBaHHS, BKJIIOYAIOYM TEHHY Tepamiio i
TPAHCIUIAHTAIIIIO TEMATOIMTIB Ha TBApUHAX 1 B HEBEIMKHUX JOCIIDKCHHSIX Ha
JOJSX, ajie Takl METOJIM JIKYBaHHA NOTPeOYyIOTh MOJANBIIOI PO3POOKU 1
MIATBEPKCHHS] TIepe]l BIPOBAPKCHHSIM B PYTUHHY KIIIHIYHY TIPaKTHKY.
KoMOiHOBaHa Teparis, BKIIOYAKOUM JI€TOTEpAIliio 1 papMaKoJIOTiuHI NpenapaTu,
NMOBMHHA CTaTH HOPMOIO NpH JIKyBaHHI NauieHTiB 3 aediuutom DAI'. PiBeHn
(deHlnanaHiHy B KpOBI € TENEpIHIM “30J0TUM CTaHAAPTOM™ TPU MOHITOPUHTY
JIKyBaHHS, aje el mapaMeTp JajeKuil BiJf OCHOBHOTO OpraHy iHTepecy (MO3KY).
MOXIMBICTh TIPOBOJIUTA MOHITOPUHT DiBHA (eHIIaNaHiHy B peabHOMY daci
CaMUMH TAI[IEHTAMU MOXX€ OyTH CTHUMYJIOM JIJisi HUX Kpalle KOHTPOIIOBATU CBOE
jmikyBaHHs. Tpeba JokiacTé 3ycWisib, IOO Kpale 3po3yMITH MeXaHi3M
HEHPOTOKCUYHOCTI TiBUIIIEHUX PIBHIB (peHIIamaHiHy B KpoBi. Takox HEoOXiaH1
JlaHl BITHOCHO ONTHMAJIBHOTO KOHTPOJIIO, 00 3armo0irTd HebaxaHUM HACIIiIKaM
y nopocnux. [linboBuii miama3oH piBHIB GeHInananiHy <360 MKMOJIB/1 y TJUTITKIB
1 Jopocnux MOTpeOye MOMAIBIIOTO MATBEP/KEHHS IIISTXOM O€3MepepBHOTO
300py JIaHUX MPO JOBrOTEPMIHOBI KJIIHIYHI HACITIIKHY.

Pexomennosane GMDI/SERC cnioxxuBanHs (peH1IanaHiHy, THPO3UHY 1 IPOTETHY
qutst 0ci0 3 nedinmurom AT

Bik ®Denistananin | Tupo3un IIporein®
(Mr/eHnb) (Mr/neHnb) (r/kr)

Hemoenama i Oimu y siyi <4 poxis®
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Bik ®Denistananin | Tupo3un IIporein®
(Mr/neHb) (Mr/neHn) (r/kr)

Bix 0 mo <3 micsris® 130-430 1100-1300 3-3,5

Big 3 mo <6 micsis 135-400 1400-2100 3-3,5

Big 6 n1o <9 micsmis 145-370 2500-3000 2,5-3

Bing 9 no <12 micsmiB 135-330 2500-3000 2,5-3

Bin 1 poky 10 <4 pokip® 200320 2800-3500 >=30

Bio 4 poxis 0o 3pinoeo 6ix)°

Binx 4 pokiB 10 3pinoro 200-1100° 4000-6000 120-140% Bin

BIKY HIUIC nns Biky'

Bazimuicmv/naxmauis®

Tpumectp 1 265770 6000—7600 >=70

Tpumectp 2 400-1650 6000-7600 >=70

Tpumectp 3 700-2275 6000-7600 >=70

Jlakraris® 700-2275 6000-7600 >=70

GMDI — Genetic Metabolic Dietitians International; SERC — Southeast Regional
Newborn Screening and Genetics Collaborative;

OAI' — (eninananinriIpoKcuIasa;

®A — deninanadis;

OKY — ¢deninkeTonypis;

HIIIC — HeoOXigHe MOACHHE CIIOKUBAHHS.

‘PexoMeHaIii BIJHOCHO MpPOTEiHYy Il 0Ci0, SIKI CHOXXKMBAaIOTh MEIUYHI MPOIYKTH, LIO
CKJIaJIAl0ThCSl 3 aMIHOKHCIIOT, aje 6e3 DA, sk yacTHHY iX JKepelsa MpoTeiHiB.

bpekoMenIOBaHE CITIOKUBAHHS JUTST HEMOBJIAT 1 iTei y Bifi <4 pOKiB MpPEeICTaBIECHO sl 0Ci0 3
Baxkow ¢opmoro aediuuty DAL, sKki OTpUMYIOTH JIIKYBaHHs JIMIIE OJHIEI0 TIETOK 3
oOMexeHHs M DPA. PexomeHnalli BIAHOCHO €HEPrii 1 CIIOKUBAHHS PIAUHU HE BIAPI3HAIOTHCS
BiJ] HOpPMAJIbHOT MOMYJIALI].

‘Tlotpeba B @A 17151 HETOHOIIEHUX HEMOBJIAT 3 AedinutoM PAIL Moxe OyTu OUIBII BUCOKOIO.
9Tonepanticts 10 ®A SK mMpaBUIO CTabilbHA 10 JOCATHEHHS 2—5—piuHOrO BiKYy, OCKiTBKH
notpebu B DA 0Oa3zyroTbcs Ha KOMOIHamii po3Mipy (30UIBLIYETHCS 3 BIKOM) 1 HIBHAKOCTI
3pocTaHHs (3MEHLIYeTbca 3 BikoM). [lng koxkHOro mnarieHta croxuBaHHi DA KOPUTYIOTH
1HIUBIIYyalbHO, 0a3yIOUNCh HA YaCTOMY MOHITOPUHTY piBHS DA B KpOBI.

¢IlianazoH criokuBanHs @EH npencrasnenuii 1uis Bcworo cnekTpy aedinury @AI (Bix serkoro
JI0 TSYKKOTO).

fPPexoMenioBare CHOKUBAHHS nporeiny Oinbmie, Hixk HILC, ockinbku 1me HEOOXiAHO IS
HiATPUMaHHS HOpMaJIBHOTO pocTy nipu aedinuti GAT.

YPexoMeHallii IEII0 BHUIII /IS BaTiTHUX JKIHOK y Billi =<19 pokiB.

“PeKOMEHIYIOTh, 11100 JIJIs1 BCIX JKIHOK CIIOKMBAHHS HYTPIEHTIB BIIPOJOBXK JIaKTallli OyJI0 TaKUM
CaMMM, SIK 1 BIIPOJIOBXK TPETHOI'O TPUMECTPY BariTHOCTI.

PexomeHaliii 111010 ICUX0JIOT1YHOTO TECTYBaHHS

Tun TecTyBaHHs BikoBuii PexomennoBanuii TecT
Jlana3ox

[aTepBan
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Tun TecTyBaHHs BikoBuit PexomennoBanuii Tect [aTepBan
Jlarna3oH
PozButok i iHTenekT | <2,5 pokiB | Bayley Scales of Infant i 3a KIHIYHUMU
Toddler Development — MOKa3aHHAMHU
TPETE BUIAHHS
2,5-6 pokiB | Wechsler Preschool i Primary | Kox#i 3 poku
Scale of Intelligence — Tpere | abo 3a
BUJAHHSA KIIHIYHUMHA
(WPPSI-I11)%:% HIOKa3aHHAMHM
>6 pOKiB Wechsler Abbreviated Scale | 3a kiHIYHUME
of Intelligence — apyre MOKa3aHHAMHU
sunanas (WASI-11)%°
BukonaBue >3 poKiB Behavior Rating Inventory of | [IpunaiimHi
(GYHKITIOHYBaHHS Executive Functioning KOXHI 2—3
(BRIEF)'%; camocriiino (Bik | poku abo 3a
11 pokiB 1 cTapiie), 3BIT KJIIHIYHUMH
KOT'OCb 13 OATHKIB UM BUUTENS | MOKA3aHHAMU
[ToBeninkoBe/ 3-18 pokiB | Behavioral Assessment Scale | [Tpunaiimsi
eMolIiifHe for Children — npyre KOXHI 2—3
sunanns (BASC-2)1%; poku abo 3a
CaMOCTIIHO (BIK 8 POKIB 1 KIITHIYHUMUA
cTapiie), 3BIT KOToch 13 MOKa3aHHSIMU
0aTbKIB YU BUHTEIIS
Hopocii Beck Depression Inventory [TpunaiimHi
— apyre Buganas (BDI-II) | koxni 2—-3
1/abo Beck Anxiety poku abo 3a
Inventory (BAI)!02:103 KJTIHIYHUMH
MOKa3aHHSIMHU
AJnanTuBHI HABUKK | >3 POKIB Adaptive Behavior [TpunaiimHi
Assessment System — npyre | KoxHi 2—-3
Buganns (ABAS-11)1% poku abo 3a
KIIIHIYHUMHA
MTOKa3aHHSIMHA
Hopocmi Adaptive Behavior 3a KIIHIYHUMU
Assessment System — apyre | mokazaHHSIMU

BuanHs (ABAS-II)
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Komenmap pooouoi zpynu

Jlo oanoi adanmoeanoi KIIHIYHOI HACMAHOBU BKIIOUEHO OKpeMi po30ilu
Hacmanosu  Management of  Phenylketonuria.  National  Society  for
Phenylktonuria. The United Kingdom, 2014, ¢ sxux npeocmasnena opeanizayis
83A€MOOIT UeHI8 MYTbIMUOUCYUNTIHAPHOT KOMAHOU, KA HAOAE MeOUYH) OONOMOR2Y
nayienmam 3 @KY y Beruxkobpumanii.

B Vkpaiui myrnomuoucyunninapui nioxoou 0o Haodauus MeOUdHoOi 0onomo2u yiti
Kamez2opii nayieumie nompedylOmv He2auH020 QOPMYBAHHA, MOMY NPUKIAO
maxoi pobomu modice 6ymu KOPUCHUM.

Management of Phenylketonuria. National Society for Phenylktonuria. The
United Kingdom, 2014

1. 3aranbue Benennss ®KY B qursuomy Biui (3a BunsaTkom ®KY y nopocianx
i MmaTepiB)

Take BeneHHS BUMarae MyJbTUAUCHMIUIIHAPHOTO MIAXOIY Ye€pe3 B3aEMO3B’SI30K
aikapHi/rpomanu. Pomi Ta 000B'a3ku mpodecioHamiB BIAPI3HAIOTECA MO BCIH
KpaiHi 1 MiCLeBa IpaKTHUKa poaBHBaeTLc;I 3aJIe)KHO Bl HAsBHOCTI 1 JOCBITY
CHELIAIICTIB y rajly31 0XOPOHH 370POB's.

OuikyeTbCs, 1O BCl, XTO Oepe ydacTh B JIONMOMO31 Ta JIIKyBaHHI (DEHUIKETOHYPII,
MOBUHHI OpaTH y4acTh B IOCHIIKEHHI 32 HEOOX1AHOCTI.

Poanb neniarpa

OcHoBHa poJib MeiaTpa MoJsrae B MIATPUMII 3B'I3KY 1 KOOpAUHALL AISTILHOCTI 3

IHIIMMU CIIeIiajicTaMyd B Taidy3l OXOpoHHW 370poB's. Ilemiatp moBUHEH MaTH

creliajgbHl 3HaHHS 3 METa0OJIIYHUX 3aXBOPIOBAHb JIMTUHCTBA, CIIBIPALIOBATH 31

CHeIiaTi30BaHUM IIEHTPOM, JIe¢ € JOCBIJ y AUTSAYIN Al€eTojorii Ta yabopatopHa

MIATPUMKA JIJI1 MOHITOPUHTY (heHUIanaHiny. Y AesSKUX paloHaX KpaiHW CIIIbHA 3

MICIICBUM IIeIiaTpOM JOTIOMOTa IOBMHHA OyTH BiamoBigHOI0. Ponb memiatpa

MOJIATA€ B HACTYITHOMY:

— OpraHi3oBYBaTH pETyJsipHI KIIHIYHI OTJIAAM 1 MIATpUMKY. ['padik
aMOyJaTOpPHUX BIJBIlyBaHb MOX€ OYTHM PI3HUM, aje HACTYNHHUU BapiaHT
BBAKA€THCS MIHIMAJIBHOIO BUMOTOIO:

" 10 2 POKIB - OIJISIA KOXKHI 3 Micsli

" 10 5 POKIB - OIJIsIA KOXKHI 4 Micsli

" [IOHAJ 5 POKIB - OTJIS] KOXKHI 6 MICSIIIB.
" JJOPOCII - IMOPIYHO

— 3abe3medyBaTH OCHOBHE T€HETHYHE KOHCYJIHTYBAHHS.

—  HaByaTu 0ATHKIB 1 AITEH NUISIXOM MOIMMPEHHS 1H(QOpMaIlii 1 KOHCYIbTAIIiH.

— 1HdopmyBatu niBuar 3 OKVY ta rinepdeHinanaHiHeMi€r0 3 paHHbOTO BIKY PO
HEOOX1THICTh JIKYBaHHS B MEPI0JI 0 3a4aTTs 1 IM1J] YaC BariTHOCTI.

— MPOBOJAUTU O10XIMIYHUM KOHTPOJb HUISIXOM PETYJISIPHUX BUMIPIOBAHb PIBHS
¢eHinananiny B KpoBi BAOMa a0b0 B KIIIHIII.
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3a0e3nevyyBaTu 3pa3kaMH KapT, OOJaJHaHHAM s B3ATTSA 3pa3KiB  Ta
NPOBOJIUTH MTOYATKOBE HABYAHHS METO/IaM 3a00py 3pa3KiB Ta BCTAHOBIIOBATH
KOMYHIKaIlIiHI CHUCTEMHU JIsI TOro, 100 malieHTH/ocoba, sika 3a1MCHIOE
JOTJISAT, MOTJI OTPUMATH PE3YJIbTaTH BYACHO.

3a0e3medyBaT JOCTYN J0 I1HIIMX CHEIiali30BaHuX CIYXKO BIAMOBIAHO [0
moTpeou.

pO3rIIAaTH Ta  KOHCYJIbTYBaTH 3 THTaHb  OCBITH, Kap'e€pu Ta
IpaleBIaIITyBaHHS.

KOHTPOJIIOBATH PICT 1 pO3BUTOK;

HiATPUMYBATH 3B'130K 3 JIIKapeM 3arajibHOi MPaKTUKU 3 IPUBOLY MPU3HAYCHD.

Poub sikaps-aierosiora

Jyxe BaxJMBO, 100 CTapIIui MIETOJOT 3 JOCBIIOM pOOOTH B MemiaTpii Ta
(dbeHuIKeTOHYpii 3a0e3neuyBaB MOCTIHHY gomoMory. B ijeani mi€eTojor nmoBUHEH
MIKJIyBaTUCAd TPO MIHIMYM JBaJlATh TNaiieHTiB. Poib pgierosnora mossirae B
HACTYITHOMY:

3a0e3MeYeHHs] MOYaTKOBOTO HaBYaHHS OaTbKiB (MOXJIMBO pa3oM 3
MEJICECTPOIO-/IIETOJIOTOM, TPU HASBHOCTI TaKoOi) I€ETUYHUM MPUHIIMIIAM
BEJICHHS (PEHUIKETOHYpii — OaThbKM IMOBMHHI 3HATH 3 PaHHbOI CTajii MpPO
HMOBIPHICTb JIETOTEPAIii BIPOJOBK YChOTO KUTTS
— 3a0e3NnedYeHHsl BIAMOBIIHOI OKUBHOCTI PAILIOHY, KOHTPOJIb POCTY Ta
MIATPUMKHA CiM'T Ha KITFOYOBHX €Tarax, HalpUKIIaJl, paHHbOTO TOAyBaHHS,
BIJITYY€HHS 1 BCTYITY JI0 IIIKOJIA
— HaBuaHHA (ciM'd 1 mIKOJa) 1, B KIHIEBOMY paxyHKy, Iepeaadya
BIAMOBIAQAIBHOCTI 3a JAlETy JWTHHI (BOHO TIOBHHHO  BKIJIFOYATH
YCBIJIOMJICHHSI HEOOX1JHOCT1 JIIKyBaHHS JiBYaT JIO 3a4aTTs 1 B MEpioj
BariTHOCTI)
—  TOIATpUMAaHHS 3B’S3Ky 3 CIM'€l0 HIOJI0 PE3yNbTATiB O010XIMIYHOTO
MOHITOPUHTY 1 T.J.
MIITPUMAHHS 3B 3Ky 31 IIKOJIOK MI0J0 OO0171B, MEHIO TOIIO0; JiKapem
3arajbHOI MPAKTUKH 1 (papMalieBTOM IrpoOMajy MIOA0 CIEIlaJbHUX MPOAYKTIB,
CIIUCKY MPOAYKTIB XapuyBaHHsS Ta MPU3HAYCHb, MEIIaTpOM 3 JIOCBIIOM B
MEeTaboJIIYHUX XBOPOOaxX 1 MaTPOHAKHOIO MEICECTPOIO.
—  TPOINOHYBAHHS BIABIAyBaHHS JTUTHHU BJIOMa MPU HEOOXITHOCTI.
Xouya oTpedye pecypciB, BOHO J03BOJISIE OUIBIIT TOYHO OL[IHUTH TMAIIEHTIB
B iX BJJACHOMY CEpEIOBHIIII.
—  peryjspHe KOPWUT'YBaHHS JI€TH BIAMNOBIAHO JO O010XIMIYHOTO
KOHTPOJIIO Ta HAJlaHHA KOHCYJBTAIll 1010 MPOAYKTIB 3 HHU3BKUM
BMICTOM Ol1Ka, MPOAYKTIB Oe3 BMICTy (heHianaHiHy OOMIHY BUIBHOTO
deHinananiHy Ta 3aMiHHUKIB OLJTKa TOIIO.
—  po3poOKa, mepersis 1 MOMMUPEHHS MUChMOBHUX JIETUYHUX PECYpCiB
CIM’SIM Ta BIJITIOBIIHMM TIpaIliBHUKAaM OXOPOHHU 310POB's.
— JIKyBaHHS IIiJI Yac BariTHOCTI TMOTEHILIMHO MOXK€ HaJaBaTUCS
JTUTSAYMAM JIIKapEM-I1€TOJIOTOM TIPU BIJICYTHOCTI BCTAHOBJICHOI CITY»KOU



42

JUIS. IOpOCTuX, MpOTe, 1€ He YacTo moTpedyerhcs y BenmukoOputanii,
TOMY HallpaBJICHHS [0 BIANOBIJHOI CIY>XOM IS JOPOCIHMX 3aBXKIU
nepeBakae.

Poab meacecTpu-aierosiora

MITPUMKA POJI1 JiKaps-11€TOI0Ta

HAaBYATH MAIli€HTIB, 1X CIM’1 Ta 0Ci0, AKI 3IIMCHIOIOTH JIOIISN, OCHOBHUM
acriektam nietu npu OKY

pO3pOONIATH pelenTH Ta MEHI0 3 TallieHTaMd 3 YypaxXyBaHHSM Pi3HUX
KYJIBTYPHHUX Xap4OBUX IMOTPEO

PoJan 0ioxiMika

opratizyBatu O10XIMIYHE TE€CTYBaHHA SIK YACTHHY YTOUHIOIOYOi A1arHOCTUKH
OKYV, nanpukiaa, KUIbKICHUNA aHaji3 (peHUIanaHIHOBUX O10MTEPUHIB:
3a0e3MeuyBaTd CBO€YaCHUM OI10XIMIYHUN MOHITOPUHT I IPOBEACHHS
KJIIHIYHOT'O OTJISIY Ta BIJMOBIIHOTO KOHCYJIbTYBaHHS,

OyTH B CKJIaJll MYJIbTUIUCIHUIUTIHAPHOT KOMAH/IH, BIJMOBIIAJILHOI 32 BEJICHHS
MAlll€HTIB;

3a0e3Mne4yBaTu MiATPUMKY 3 MOHITOPUHTY 3a00pB KpOBI1 BIOMa
3a0e3ne4yBaT BHECEHH BCiX naiieHTiB B HanionansHuii peectp OKV.

Poab kiIiHIYHOI MeIcecTpU-ceniagicTa

B neskux 1eHTpax € MeAcecTpa-CIeiaaicT 3 JOCBIJIOM 1 3HAHHSIMHU B YCIX
acniektax (QeHiakeroHypii. Takuii crmemiagicT MOBHHEH OyTH B KOXXKHOMY
CHEIiaTi30BaHOMY IIEHTPl METOI0 HaJaHHS JONOMOTM B rpomani. Poib
MeJICeCTpHU-CIICIIiaIicTa MOJIsTae B TOMY, I1100:

NIATPUMYBATH 3B'A30K 3 IHIIMMHU (DaxiBUSIMM OXOpPOHH 3J0pOB'A  IPO
MOYATKOBHI 11arHO3 1 MOTOYHE JIKYBaHHS;

NIATPUMYBATH KOHTaKT 3 OaThbKaMH (SKIIO MOXIJIHMBO, CHUIBHO 3 JIIKapem
3araJibHO1 PAKTUKH) MICs OTPUMAHHS MO3UTUBHOTO PE3YJIbTaTy CKPUHIHTY;
HABYUTHU METO/Iy 3a00pB KPOBI JJIsl JOMAIIHHOTO MOHITOPUHTY;

3a0€3MeYNTH MIATPUMKY B PAHHBOMY TUTUHCTBI;

3a0e3MeYNTH CTaTeBE BHUXOBAHHS, TMOpaaud 3 IUIaHyBaHHA ciMi Ta
MIPEKOHIIENIIiHE KOHCYJIbTYBAHHS B CIIBIIPAIlS 3 1HIIUMH,

3a0e3neunt CiM'1 1H(GOpPMAIIEI0 TPO HAIIOHAIBHI Ta MICIEBl TPYyNH
MIITPUMKH,

MIATPUMYBATH TAIlIEHTIB, SKI HE BIABIAYIOTH CIEIialli30BaHl IEHTPH, Y
CIIBMpAIll 3 iX KOHCYJBTAHTOM 1 JIIETOJIOTOM;

NIATPUMYBATH BariTHUX KIHOK.

PoJib KJIIHIYHOTO MCHUX0JI0TA
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Hitu 3 xnacuyHoro OKVY npencrapisioTs rpyny BUCOKOTO PU3UKY MOTIPIICHHS
1HTENeKTyalbHOI (pyHKIII1. OCKIIBKH KIHIIEBOIO METOIO JIIKYBAHHS € MPpOod1IaKTUKa
MICUXIYHOTO TMOPYIICHHS, BaXXJIMBO, IMI00 PO3BUTOK AUTHHU 3HAXOIUBCA TiJ
nuibHUM KoHTpoJdieM. Jliteit 3 ®KVY cming obcrexxyBaTd 1HIMBIAYyaldbHO 3a
JIOTIOMOTOI0 ~ CepIAHUX HCI/IXOMCTpI/I‘{HI/IX OLIIHOK 1 WIyKaTH JI0Ka3u II0/0
pe3yJbTaTiB, SKi MOXYTh OyTH TOB's3aHl 3 KOJMBAHHSAM pIiBHS (DEHUTAIaHIHY.
JlikyBaHHSI MIJITXOM JIETUYHOTO OOMEKECHHS BKJIFOUA€ 3HAYHI 3MiHHM B 3BUYANHIN
MOBEIHIII XapyyBaHHS AWTUHU Ta MPUTOTYBAaHHS X1 0CO00I0, fKa 3IHCHIOE
norasg. MoTuBallisi  TOTPUMYBATHCS PEXKUMY XapuyBaHHS 3aJICKUTh  BiJ
TICUXOJIOTIYHUX (PAKTOPIB, TAKUX SIK OOI3HAHICTH MIOJO CTaHY, p03YM1HH$I e
JIKyBaHHS, MIATBEPKEHHA TOTO, IO Ji€Ta YCHIIIHO MPAaILIOE€ 1 OMOpy THCKY
BIIXHWJICHHS Bi/l CYBOPOTO pexuMy. Pojb KIIIHIYHOTO TICMXOJIOTa TIOJISTaeE B TOMY,
mo0:
e 3a0€3MEeUUTH MOCHIIOBHY OILIHKY PO3BUTKY BIJl JUTAYOTO IO JOPOCIOTrO
BIKY;,
® BU3HAUUTH, SIKOIO MIPOIO MOKA3HUKH PO3BUTKY BITOOpaXKaroTh KOHTPOJIb
(deHLnanaHiny Ha BiIMIHY BiJl ICUXOJIOTTYHUX a00 1HIIUX (PAKTOPIB;
e JlONOMAaraTtv MAaIi€eHTOB1 1 OaTbKaM 3pO3yMITH HEOOXIJHICTb J1€ETUYHOIO
JIKyBaHHS,
® CIpHUSATH MOTHBAIII MarieHTa 1 6aThKIB JOTPUMYBATHUCH JIIKYBaHHS,
® niATPUMYBATU 3B'SI30K 3 OCBITHIMHM IOCIYraMH TIICHXOJIOTIB 3 IUTaHb,
HAaBYAHHS Ta MOBEIHKH, SIKI MOXYTb OyTH TOB'A3aH1 3 (PEHILIKETOHYPIEIO
a0o0 ii JIKyBaHHSM.

Poub coniasibHOro npaniBHUKAa (iHOAI BUKOHYETHCS KJIITHIYHOK MEACECTPOIO-
creniajgicrom)

e iHdopMyBaTH CiM’1 PO JIepPkKaBHI Ta MICLIEB1 TPYIIH MM ATPUMKH;
® T[EpEerJIsIaTH MBI, Ha SIKI CIM'SL MOYKE MaTH TIPaBo.

Ponv inwux npogpecionanie oxoponu 300poe's

Poab sikaps 3arajibHOI NPaKTUKHU

CimeliHuit J1iKap Hece BIAMOBIIAJIBHICTh 3a KOOPAWHAIIIO JOTOMOTH B TPOMAJII 1

3arajibHe BeJeHHS TUTUHM 1 ciM'T. PoJib Jikaps 3arajibHOI MOJISTae B TOMY, 100!

e 3a0e3medyBaTu MPU3HAYCHHS OUIKOBUX 3aMIHHHKIB 1 TMPOIYKTIB 3 HHU3BKUM
BMICTOM O1IKa B JIOCTaTHIM KUIBKOCTI, 00 YCYHYTH HEOOXIJAHICTh B YaCTUX
Bi3UTaxX 1 MOBTOPHUX Mpu3HA4YeHHsX. e BKItouae mpu3HadeHHS MPOIYKTIB 3
HU3BKMM BMIiCTOM Oijlka Ta OUIKOBHUX 3aMIHHHKIB JOPOCIHM, SIKI Oa’KaroTh
noBepHyTuca 10 PKY nietn y Oinbi mi3HROMY Billl;

e 3a0e3neuyBat €(heKTUBHMI 3B'130K 3 yCiMa MEAMYHUMU TIpaIliBHUKAMU;

e 3a0e3neuyBarH, 100 MITITKH Ta 0POCi 3 (DEHIIKETOHYPIEI MaIu JOCTYH J10
NOCIYr CHEI[alicTiB 3 TNHUTaHb IIJJaHyBaHHA CIM’I Ta HampaBlIsSTH Ha
NPEKOHLIETIIIHE JIIKYBaHHSA Ta JIIKYBaHHS I11]] 4aC BariTHOCTI;
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PoJib mMaTPOHAKHOI MeICeCTPH U aKyIIEPKH

BinmoBiganpHICTh MAaTPOHAXHUX MEACECTEp Ta aKyIIepoOK IIO0J0 IHUTaHb

CKPUHIHTY pi3Ha y pi3HUX perioHax. IX poss monsrae B Tomy, 1o0. ..

® IIPOBECTH MEPIIMI Ta MOBTOPHI 300pH KPOBI JIJI1 HEOHATAIBHOTO CKPUHIHTY 1
BIJIMTPABUTH iX HETAWHO;

e Hajatu iHpopMalil0 Marepi Ta CiMT y MOMEHT Mepumoro 3abopB KpoBi
CTOCOBHO XapaKTepy TeCTY (€ JTUCTIBKH);

® TATBEPIUTH, IO Yy BCiX HOBOHAPOPKCHUX IMPOBEICHO CKPUHIHT-TECT i, IO
HETaTUBHUN PE3yJIbTAT 3alMCaHO Y KApTKy AUTHHH BiAMOBITHO JI0 Y3TOKEHUX
Ha MICIISIX TTPaBUIL;

e OYyTHU CIIOJYYHOIO JIJAHKOIO MIXK JIIKAPHEIO Ta TPOMAJIOL0.

PoJib reHeTHYHHX MOCTYT

OKYVY ycnankoByeTbes K ayTOCOMHO-periecuBHE mnopylueHHs. CiM'i, y SKuUX €
xBopa Ha @KV nuTtHHa, MalOTh PU3UKIB PELIUINBY OJIMH J0 YOTUPHOX MPHU KOKHIN
HacTynHii BaritHocTi. [licns Hapomkenus autuau 3 OKY BapianTH mMailOyTHIX
BariTHOCTEH 1 MOKJIMBUI BIUIMB Ha 1HIIMX YJIEHIB CIM’1 HEOOX1THO OOTOBOPHUTH.
YciM poauHaM HeoOXI1HO 3alpONOHYBaTH T'€HETUYHY KOHCYJbTAlll0 1 CHiJ
HAIPaBUTHU J0 PETIOHAIBHOI CITY>KOM F€HETHYHOI CITY>KOH, SIKIIIO0 HEOOX1JTHO.

Poasb rpyn ninTtpumMkn

{1 rpynu HagarOTh MOXJIUBICTH CIM'SIM MO3HAHOMHUTHCS 3 IHILIMMHU MAaLlEHTAMH 3
(deHKkeToHypiel0. BoHM NPONMOHYIOTH COLHIANbHY 1 MNPAKTUYHY HIATPUMKY
HUIIXOM OOMIHY 1eIMH Ta 1H(QOpMaLI€d MNpo AIETY Ta IHIIE 3a JTONOMOIOKO
iH(popmarliiinux OroneTeHiB, KoH(pepeHuid. Bonu 3abe3neuytors GopyMm s
7001I0BaHHS HA HALIIOHAJILHOMY PIBHI BiJl IMEHI MAIIEHTIB CIPaBEJIMBOI YaCTKU
pECYpCIB OXOPOHH 370POB's JIsl BEACHHS MALIEHTIB 3 PEHUIKETOHYPIETO.

2. lopocJi Ta miatiTku

Kuiniku aiist nopociaux i miautiTkis

BoHu HasBHI TITBKM B JEKUIBKOX IIeHTpax BenukoOpurtanii i 3a0e3medyroTh
nepeBe/icHHsT JiTell 3 (DEHUIKETOHYPIEI 3 TUTAYOTO CEKTOpa 10 CEKTOpa s
nopocnux. IneanpHONO € KIIHIKA Uil OUIITKIB/Mopociux. BoHa moBUHHA
00CITyroByBaTUCSl B MeXax JIKapHI IJisl JOPOCIHX CIUIBHO MEAIaTpOM 1 JIIKapem
JUISL JOPOCIIMX, CHEHIATICTOM y METa0OJIYHUX 3aXBOPIOBAHHSX, 13 3aIy4CHHSIM
ETOJIOTA.

[lemiaTpuuHi cremiagi3oBaHl LEHTPU Pa3oM 13 CIOXKHWBadYaMH TOCIYT MOBUHHI
PO3TJISIHYTH CTPATETi0 3 HAJaHHS JOBIOCTPOKOBHMX mociyr mnarieHtam 3 OKVY,
SKIIO MOTOYHOIO MPAKTUKOIO € JIKYBaHHS AOPOCIHX 1 HIUNTKIB y IAUTSYUX
IIEHTpaxX, Ied TMpoIeC TOBHHEH TPUBATH 1O BCTAHOBJICHHS e()EKTUBHUX
bTEPHATHUB.
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Yacrora Bi3UTIB B KJIIHIKAX IJI51 TOPOCIMX

3aneXuTh BiJl CTYINEHS MIETUYHUX OOMekeHb. CTaOUIbHI MAIllEHTH Ha JIETI 3
oOMeXeHHAM (heHUIaTaHIHy TOBUHHI MPOXOJUTH OIJIAJ IIOPIYHO. 3 TOYKHU 30pYy
MOBIJIOMJIEHb IIPO  KOTHITUBHHUX 1/a00 HEPBOBO-TICUXIYHI TMOPYIIEHHS 1
MICUX1aTPUYHI CUMIITOMHM Y JICSIKMX Talll€HTIB, JOPOCHi MalieHTu, siki He Ha OKY
TIETI, BCE 1€ MOTPeOYIOTh KIIHIYHOTO OTJISAY 1 TaKOX MOBHHHI OTJISIIATUCS
mopiuno. Konnentparii Bitaminy B12 moBHHHI BUMIPIOBATUCS LIOPIYHO Yy THX,
XTO Ha JI€Ti 3 OOMEXEHHsM Olnka, ane XTo He mpuiimae cnerudiuanii OKY
3aMIHHUK O1J1Ka 3 BITaMIHHUMH JOOABKaMHU.

BapricTs npu3HaYeHb 1151 AOPOCINX

[Ipu3HaueHHs CTalOTh IUIATHAMH ITCIS JOCSITHEHHS TMAIliEHTOM MITICTHAIISTH
POKIB, 32 BUHITKOM 0O€3pOO0ITHMX Ta BariTHUX. BapTicTh MpU3HAYEHHS CTBOPIOE
TPYAHOIII JyIsi 6aratboX CIMEM, 30KpeMa, B MpEeKOHIEHIIHHuN 1epiod. Jopocii
NOTPeOYIOTh KOHCYJIbTAIlll HAHOUIBIII €KOHOMIYHO €(EeKTUBHUM CIIOCOOOM, KMt
BIJIMOBIa€ BAPTOCTI MPU3HAYCHHIO.

JoBiuHe JikyBanusa ®KY

Ha pmanmii yac [oBIYHE HOOTpUMaHHS J1€TH 3 OOMEXKEHHAM (DeHUIaHaIIHy
PEKOMEHAYEThCSI Yy OUIBIIOCTI MAIll€HTIB, OCKIIBKM BHU3HAETHCS, IO JIESKI
NalleHTH, sKi npunuHwin aierotepanito OKVY micns nutuHCTBa, MalTh JEdb
MOMITHI, ajieé 3HaYH1 HEBPOJIOTIYHI Ta MCUXOJIOTIUHI MpOoOIeMH, KI OOMEXYIOTh
(GyHKUIT 1 3araJIbHANA CTaH.

[Ipore, NSPKU Bu3Hae, mo nedki JOpocii 3 PI3HUX NPUYMH HE OakaroTh
JOTPUMYBAaTUCh  JIOBIYHOTO  JIETUYHOTO  OOMEkeHHs  (EeHUIATaHiHy 1
MOBEPTAIOTHCA O HOPMAJILHOTO paiiony 0e3 oomexensb. [lociayru ams gopociux
MOBUHHI TPOJIOBXKYBAaTH HAJaBaTH MIATPUMKY MM TAaIlieHTaMm 1 MPOMOHYBaTH
PETYISIpHI MOPIYHI BI3UTH 3 METOIO KOHTPOJTIO.

AHaJIOTIYHUM YMHOM, 0co0aM 3 rinepdeHinanaHinemiero, sski He Ha DKV mieri,
HEOOXIJTHO 3ampOINOHYBATH MOCTIMHUNA aMOyJIaTOPHUNM KOHTPOJb, HAMPUKIIAL,.
KOXHi 71Ba pokH. [le 0co6IMBO BaXKIMBO /IS KIHOK 3 TinepdeHianaHiHEMIEI0, K1
MOKYTh BUMAraTu JI€ETUYHUX BTPYYaHb MPU TUIAHYBAHHI BariTHOCTI.

IIpexkoHuenuiiiHe KOHCYJIbTYBaHS

KoHCynbTyBaHHS JKIHOK JI0 BariTHOCTI 3 MTUTaHb PU3UKIB VIS TJIOAY, MOB'SI3aHUX 3
BHCOKOIO KOHIIGHTpaIli€lo (eHiajaHiHy B IJIa3Mi, Ma€ BaKJIMBE 3HaueHHs. B
171eaTi TPEeKOHIEMIIIITHE JIIKYBaHHS 1 KOHCYJIbTYBaHHS IIOJO0 IUIAHYBaHHS CIM'1
MPOBOAUTH MeAiaTp 1 KIHIYHA MEJICeCTpa-CHeiaicT 10 NePEeBEAEHHS 10 KI1HIKA
Uit jopocnux. [locuneHHs MUX KOHCYNbTAIM 1 HAaHHS TUCHMOBOT 1H(MOpMaIIii
HEOOX1THI BIPOJOBXK MiTIITKOBOTO BiKy. [li3Himie, B MOMIKIIHII AJIS JOPOCIUX
MOBUHHI MOBHICTIO MOSICHIOBATUCh KOHKPETHI PU3UKH BPOKCHHUX BaJ PO3BUTKY
Ta 1HTEJNEKTyaJbHUX MOPYIICHb y MiTeH, Hapo/ykeHux >kiHkamu 3 DKV, ski He
OTpUMYBaJIN 200 OTPUMYBAIN CyOOTITUMAIBHE JIIKyBaHHS.
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OxopoHa maTepuHCTBA

Kinku 3 OKVY 1 maptHepH, siki 6akarOTh CTBOPUTH CIM'IO, TOBUHHI BIIBIJIATH
KJIIHIIIMCTA IE€TOJIOTA B CIICIiaIbHOMY IIEHTp1 ab0 KiiHil a1t gopociux. CyBope
JIOTPUMAHHSI JIIETU € HEOOX1THOIO YMOBOIO TIEPE/1 3a4aTTSIM.

3 JeaKMMH BapilalliiMM METOIO JIl€eToTepanii € MiATpUMaHHS KOHIIeTparlii
deninananiny B kpoBi Matepi B Mexax Big 100 mo 300 MKMOIB/T 10 3a9aTTs 1 i
Yac BariTHOCTI, B UIAX 3aro0iranHs MmatepuHcbkoro cuaapomy OKV y miona.
JlieTonor, 3a MIATPUMKH JI€ETUYHOI MEACECTPH, J€ 1€ MOXKIJIWBO, MOBHUHEH
3a0€3MeYNTH MOBTOPHE HABYAHHS 1010 MPUHIIMITIB IIETUYHOTO OOMEKEHHS O11Ka
1 3a0e3MeUYeHHs MPaKTUYHUX TOpaj 00 Il1€TUYHUX TpemnapariB. [loBuHHI OyTH
BXKUTI 3aXO0JIU JJI PETYJSIPHOTO TECTyBaHHS KpoBl. PiBeHb (eH1nanaHiHy B KpOBl
CNiI BUMIPIOBAaTH TMpUHANWMHI, 2-3 pa3d Ha TWXKIEHb HOPOTATOM BariTHOCTI.
[IpoTsirom KOXHOTO TPUMECTPY TOBUHHI BUMIPIOBATUCH MTOBHUN aMIHOKHCIIOTHUIN
npodinb, BITaMiIHM, a TaKOX IPOBEICHWM TOBHUM aHami3 KpoBi. B aeskux
BUMAJKaX MOKe OYTH HEOOX1JHOIO roCIiTaIi3allis Iyl JIETHIHOT cTadimi3arii.
V3]l 1 ckaHyBaHHA IUIOJy TOBHMHHO MPOBOJUTHCS IIJIAHOBO, BIJAMOBIAHO 10
PYTHHHOI JTIOTIOJIOTOBOI JOTIOMOTH, SKIIO HEMAa€ KIIIHIYHOT 3aKJIOMOTAHOCTI 100
3aTPUMKH BHYTPIITHBOYTPOOHOTO pocTy abo iHmmx mnpobiem mioxa. bararo
aKyluiepiB pasiiie He Beiau BariTHuUX kiHOK 3 DKV, Tomy kopucHO HajgaTu im
MUCBMOBY 1H(GOpMaIIiio po 0a30BI TPUHIUIN BEACHHS 1 MOTSHIIWHUX PU3UKIB
Io/a.

Jitu, HapoaxeHi maTtepsimu 3 DKY

Hitelt, Hapomxenux marepsmu 3 DKV, neobOximHo omiHoBath Ha DKV 3a
IPOrpaMoI0 HEOHATAJIBLHOTO CKpUHIHTY. llepie oOcTeKeHHS HOBOHAPOIKEHOTO
MMOBUHEH TPOBOJUTH HEOHATOJIOT, SKWW IOBMHEH 3HATH KJIIHIYHI OCOOJMBOCTI
JTUTAHHM, HapokeHoi Marip’'ro 3 @OKY. Skmo 103BOJSIOTE  pecypcH,
PEKOMEHY€EThCS, 1100 OIIHKY MPOBOJMIIM Ticuxojioru Ha 18 wmicsm, 4, 8 1 14
poKax KHUTTS, 100 BUSBUTH OyIb-iKi MpPoOJEeMU PO3BUTKY a00 KOTHITHUBHI
MOPYIICHHS 1 HAJIATH JOJATKOBY OCBITHIO MIATPUMKY, SIKIIO 11€ HEOOX1IHO.

Posb KIIHIYHOIO NICHX0J10TA B I0POCJIOMY Billi

Pomni ncuxosnora B 3piioMy Bilil MOJSTA€ B HACTYITHOMY

* TpoBeACHHS  OQIUIMHUX  HEUPONCUXOJOTIYHUX  OI[IHOK 3  METOI0
3aJIOKYMEHTYBaTU OyAb-SIKWM KOTHITUBHUN nediuuT yBaru abo o0O0poOku
iHopMmalii, sAKi MOXYTb OyTH TOB'SI3aHI 3 BHCOKHMMH/KOJUBAIOYUMU DPIBHIMHU
dbenutananiny. 3a3Bu4ail A0pocCii, Kl He OyJau Ha JIETI, ajie 3HOBY MOYMHAIOTh
JIETY, SIKI OyJIM OTJISTHYTI MCHUXOJIOTOM TEpIl, HIXK BOHU 3HOBY MOYHYThH AIETY 1
3HOBY, KOJM BOHHM IMPOTATOM JAESIKOTO dYacy JIOTPUMYIOTBCS JI€TH, LI00
3aJJOKyMEHTYBaTH Oy/b-AK1 3M1HU 3 TUIMHOM 4acy;

* JIONIOMOTa B MIATPUMII JOPOCIMX AOTPUMYBATUCS IIETH, SKIIO BOHH XOUYTh
[OT0, ajie IM Ba)KKO 1€ 3pOOHTH;
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* CIIPUSHHS IICUXOJOTIYHOMY Ta €MOIIMHOMY OJIaromoiy4yqt0 B 3pijoMy BIIIi
HUISXOM MPSIMOi poOOTH 3 JIOpMHU a00 HAMPABJICHHS IO MiCIIEBUX TTOCIYT,
* JIOTIOMOTa JIFOAUHI 1 i1 ¢iM'T B CIPUSTHHI HE3aJIKHOCT1 B 3pLJIOMY BIIII.

Hopocni 3 ®KY MOXyTh MOBIIOMIIATH MPO TPYAHOIII 3 €MOIIWHUM CTaHOM 1
MOXYTh OOPOTHUCS 3 MpOoOJIEeMaMH, MOB'SI3aHUMHU 3 3aJICKHICTIO BIJ 1HIIMX, KOJHU
BOHU BCTYIAIOTh Y TIOPOCTIE KHUTTS 1 0 HUX NP ABIAE€ThCS OiTbIlie BUMOT. BoHu
MOKYTh MOBILIOMJISITH TIPO TPUBOTY 1 JETPECiio 1 BUMaraTH MATPUMKU. B 1izomy
BOHH MOXYTh JIIKYBaTHCS B MICIICBUX 3aKJIagax MiJ KEPiBHUIITBOM MiCIIEBUX
JiKapiB.

JKiHku, ki HaMararOThCS 3aBariTHITH, a TaKoXX BariTHi xiHKU 3 DOKY moxyTh
noTpeO0yBaTH 10JATKOBOI ICUXOJOTTYHOT NIATPUMKH BIIPOJIOBXK I[LOTO YaCY.

JlieToTepamisi IOpPOCJANX 3 Mi3HO BCTAHOBJIEHOI0 (PeHIJIKEeTOHYpPi€l0, sIKI He
OTPUMYBAJIH JiKyBaHHA

JIiTHI mamieHTH, K1, MOKJIMBO, HIKOJIM HE Mald OOMEKEHb IOJ0 CIOKUBAHHS
XapyoBOro Oisika, a0 OTPUMYBAIM JIIKYBaHHS BIIPOJIOBXK KOPOTKOTO IEPIOay,
CTBOPIOIOTH cHenupiuHI MPAKTUYHI MPOOJIEeMU BEJEHHS, OCKUIbKU 0araTo 3 HUX
Majid TPYAHOINl y HaBYaHHI Ta MOBEAiHI. Ponb gieTn 3 oOMexeHHsIM Olika i
JIKyBaHHS [UX MAIl€HTIB HE sicHl. Ha maHuii yac BiAICYTHI YiTKi JaHi MIOA0 TOTO,
XTO OyJle MaTu KOpUCTh Bia AieTH. [loyaTok OOMEXyBaJIbHOI JIE€TH BXKE MICIs
YpaKE€HHS TOJIOBHOIO MO3KYy HE JacTh 3BOPOTHOI peakilii, ajne cydacHi
JOCTIDKEHHSI TOKa3ylTh, IO [l€Ta MOXE OYTH KOPHUCHOI B 1HIIOMY.
JocnmikeHHsT BUMNAIKIB MMOKa3alid, 10 MOXE€ CHOCTEPIraTUCh MOJIMIICHHS
NOBEIAIHKM 3 OOMEXEHHSM arpecii, NOBEAIHKA 3 CaMOYIIKOJKEHHSM,
TNEePaKTUBHOCTI 3 OUTBII MO3UTUBHUM HACTPOEM Ta MiJBUILECHHIM COILIaIbHOTO
YCBIJJOMJICHHS pa30M 3 MOJITIIEHHSM KOHIIEHTpAIlli yBar.

[Ipote, HemikoBaH1 TOpOCHi, Kl paHinie Oyau Ha 3BUYANHOMY pallioHl, MOXYTh
BaXKKO CIIpuiiMaTu oOMexxyBainbHu xapaktep aietu OKY, 1 mepconai ta ocid, sxi
3MIACHIOIOTh JOTJISI, HEOOXiTHO HABYUTHU TOTYBaTH [IETHYHY 1Ky 1 B
MOMANBIIIOMY  HEOOXIJIHO  3MIMCHIOBATH  MOHITOPUHT Ha  3a0e3medyeHHs
TOTpUMaHHs. TakuM YMHOM, Ji€Ta MOBUHHA PEKOMEHIYBAaTHCS TAIllEHTAM TUTBKU
1]l TUILHUM MEIWYHHUM CIOCTEPEKEHHSAIM (ydacTh Ji€Tojora Baxkiupa). [lepen
peaiizaii€l0  HEOOX1IHO BCTAaHOBUTHM 0a30BI yMOBHM IIOJI0  TOBEIIHKH,
KOTHITUBHUX (YHKIIIH, XapuyBaHHS 1 KOHLEHTpalli (heH11anaHiny.

JlopocJii manieHTH, IKi paHile OTPUMYBAJIM JIKYBAHHS, AKi MOBEPTAOTHCS
10 JIi€TH 3 npHBOaY DOKY

Jlesiki popocii, y SIKMX JiarHO3 BCTAHOBJIEHO IpHU CKpI/IHlHFy HOBOHAPO)KECHHX,
aKki, MoxymBo, mnpunuHuin OKY niery B HlI[JIlTKOBOMy Billl, IIOBHHHI
MOBEPHYTHUCA 10 AIETUYHOIO JIIKYBaHHS Ha OUIBII MI3HHOMY €Talll >KUTTS, 4acTo
TOMY, LII0 BOHH MalOTh CUMIITOMH, MIOB'S13aH1 3 X HACTPOEM, PIBHSAMHU €HEprii abo
KoHIeHTpalii. Takum mnaimieHTaM HEOOXiIHO MPOBECTH HEUPOIICUXOMETPHUUHY
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OIIHKY 1 HAJaTH TMOBHY MIATPUMKY, SIK 3a3HAYCHO BHIIE, 1100 IMOBEPHYTHCS JI0
mietu OKYVY.
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Honatoxk 1

IIpoBeneHHs 3-1eHHOr0 0iONTEPUHOBOIO TECTY
(0orcepeno: N.Blau:et al.Phenylketonuria and BH4 Deficiencies, edition 2013)

1.0OCHOBHI MOJIOKEHHSA

YMoBU Juisl POBEJEHS TECTY

1. PiBerr @A y kpoBi > 400MMOIB/;

2. He 3miHIOBaTH CIIOKUBAHHS O1IKY;

3. B ymoBax coMaTW4yHOTO 3[0pOB’sl TMallieHTa 0e3 TOCTPUX 3amabHUX
3aXBOPIOBAHb.

O3yBaHHS
1-ii neHb canponTEpUH HE MPU3HAYAETHCS;
2-ii IeHb CalpoNTEepHH MpHU3HAYaeThcs B 7031 20 MI/Kr (mpemapar JaeTbes
MEePOPANIBHO MiJT Yac ixkKi);
3-ii ACHBb CAMpONTEPUH MPHU3HAYAETHCSA B 1031 20 MI/KT (IIpemapar JaeThCs
NepopaibHO MiJT Yac MpUUoMy ixi).

[IpoBenenHHs 3a00py KPoBi

1-i ngenwb: 3abip kposi 3piiicHwoeTsess T0, T8, TI16, T24 ronunm
(BuzHauaetbcsa A ta TUP);

2-i  neHb: 3a0ip kpoBl 3maificHroetbes 10, T8, T16, T24 ronunm
(BuzHauaetscss @A Ta TUP Ta Gionrepunn)

3-i  nmeHb: 3a0ip kpoBi 3aikcHoeTbes 10, T8, T16, T24 ronunm
(BuzHauaetbcss DA Ta THUP Ta OiontepuHm)

llpumimka: 3a6ip kposi na T0 2-u denwv cnignaoace 3 3a60pom kposi Ha T24 -
U Oenw i 3a0ip kpogsi Ha T0 3-il Oenb cnisnaoae 3 3a60pom Kposi Ha OeHv T24

2. InTepnperanisi pe3yJibTaTiB TA NPOBEICHHS HACTYIIHUX TECTIiB

— Tect BBaxkaeTbCs MO3UTUBHUM, SKIIO piBeHbh DA 3HIKYETHCS OLIbIIE, HIK
Ha 30% na T16-24 romun Ha 2-ii aeHb abo 3-i AceHb. SIK TpaBMIIO,
sHmkeHHs piBHSI DA BifOyBaeTbes Bxke T8 roauH npuiioMy mpernapary.

— 3menmenns piBas ®A na T8 roguny menmre, Hixk Ha 30 %, a Takoxx Ha T16
Ta T24 € 03HaKOIO BiICYTHOCTI BIAMOBI/I HA Mpenapar.

— IloBHOIO BIAMOBIAIIO HA TECT BBAXKAETHLCA IMO3WTHUBHA BIAIIOBIAL HA 3-#
JieHb. SIKII0 MO3UTHUBHA BIANOBIAL OTPUMaHa Ha 2-il IeHb, ajie HE OTPUMaHa
Ha 3-1 IeHb, TO CJIiJl BBAYKaTH BIACYTHICTh YyTIUBOCTI Ha IpenapaT

— BianoBige Ha mpenapar y Burisal 3HwxkeHHs piBHI DA MeHIie, HDK Ha
30% wHa 3-i1 geHp Moxe OyTH TOKa3aHHSAM [ [POJOBXKEHHS
HABAHTAXKYBAJIBHOTO TECTY Ha | THXKIEHB 3 TUM KE PEKUMOM J03yBaHHS.
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[Ipu mposioBKEeHH1 TeCTyBaHHS Ha 1-2 TrokHI 3a01p 3pa3KiB KPOBl MOBUHEH
Oyt MoudiKoBaHUM 1 3A1HCHIOBATUCH TUTbKU 124, a6o T16 ta T24.
BiacyTHicTe BiAmoBil micist 1-2 THXKHEBOTO TECTYBAaHHS CJIiJ] BBaXKaTH SIK
BIJICYTHICTh UYTJIMBOCTI JIO TIpermapary.

B curyamii, xonu iHTEpHpeTalisi OTpUMaHUX pe3yJbTaTiB HE MOXe OyTu
0JTHO3Ha4YHOO, ciia mpoecT JJHK anamis.

KomGinoBane BUKOPHUCTaHHS OA - Canponrepuny/ BH4
HABAHTAXXYBAJIBHOTO  TECTy HE  PEKOMEHJOBAaHO, OCKUIbKM  Jla€
XUOHOIMIO3UTUBHUI pe3yJIbTaT.

CytreBe 3HmKeHHS DA Outbire, HDK Ha 80-90% micis 4-8 TOIMH CBITYUTH
PO HasBHICTH y manienTa cuaapomiB BHs gedimuris. [lpu nux cunapomax
piBeab THUP migBumiyerscss Bxe micid 4-X TOAUH BiJ NpuidoMy
CampoITepUHY.



PexoMennoBani HopMaJsIbHI piBHI QeHiTaNaHIHY B KPOBi y JeIKMX KpaiHax
(Oocepeno. N.Blau:et al.Phenylketonuria and BH4 Deficiencies, edition 2013)

JlonaTok 2

Bik PiBenb Qeninananiny (MMOJIb/JI)
ABcTpaJis Dpanuist I'epmanis ITanis Hinepaanau | BeaukoOpuranis | CIIIA
0-6 pokiB 100-350 120-300 40-240 120-360 120-360 120-360 120-360
(B WIKIJIbHOMY
BiIi/ 4-5 pokin/
BEPXHS MEXa
301JIBIIIYETHCS J10
480)
7-9 pokiB 100-350 120-300 40-240 120-360 120-360 120-480 120-360
10-12 poki | 100-450 <900 40-900 120-360 120-360 120-700 120-360
13-15 pokis | 100-450 <900 40-900 120-600 120-600 120-700 120-600
16-18 pokiB | 100-450 <900 40-1200 120-600 120-600 120-700 120-900
> 18 pokiB 100-450? <1500 40-1200 120-600 120-600 120-700 120-900
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JonaToxk 3

JlikyBanHs neiuuTty Terparigpodionrepuny
(0arcepeno. N.Blau:et al.Phenylketonuria and BH4 Deficiencies, edition 2013)

MyTauis CranaaprHi npenapatu IuriéiTtopu Ta aronicTu
(npuiiMaTbesd B 3 npuiioMu Ha 100Y)
GTPCH - Jleosona (1-15 Mr/kr/mo0y) - Cenerinin (0,1-0,3 mr/kr/mo0y)
- Kap6imona - [Tepromiz (0.,006-0,75 Mr/kr/mo0y)
- 5-rigpokcutpunrtodan (1-9 mr/kr/go0y) - Bpomoxkpuntus (0,25-0,5 mMr/kr/no0y)
- Canponrepun (BH,) (5-10 mr/kr/mo0y) - Enrakanon (30 Mr/kr/mo0y)
DRD/ ayrocomHo- - L-Jloma (1-12 mr/xr/mo6y)* -

JTOMIHAHTHHUH JTeDIINAT
GTPCH

- Kap6imona

PTPS (m'sixa popma)

- Canponreput (BHy) (5-10 mr/xr/mo0y)

PTPS (Baxxka opma)

- Jleoyona (1-15 Mr/kr/mo0y)

- Kap6inona

- 5-rigpokcutpunTodan (1-9 mr/kr/mody)
- Canponreput (BH4) (5-10 mr/xr/no0y)

- Cenerinin (0,1-0,3 Mr/kr/no0y)

- [Tepromiz (0.,006-0,75 Mr/kr/no0y)

- Bpomoxkpuntun (0,25-0,5 Mr/kr/no0y)
- Enrakanon (30 mr/kr/no0y)

DHPR

- Jleonona (1-15 Mr/kr/mo0y)

- Kap6imona

- 5-rigpokcutpuntodan (1-9 mMr/kr/mody)
- ®oninoBa kucioTa (15-20 Mr/mody)

- Jlieta 3 oOMexxeHHsIM (deHITanaHiHy

- Cenerinin (0,1-0,3 Mr/kr/no0y)

- [Tepromiz (0.,006-0,75 Mr/kr/mo0y)

- bpomoxkpuntun (0,25-0,5 Mr/kr/mnody)
- Enrakamnon (30 mr/kr/go0y)

SR

- JleBogoma (1-10 mr/kr/mo0y)*
- Kap6imona
- 5-rigpokcurpunrodan (1-9 mr/kr/nooy)

PCBD

- Canponrtepun (BH,) (5-10 mr/kr/mo0y) - TUTbKH IS
HOBOHAPOHKEHUX (Ticisi 1 poKy He MPU3HAYAETHCS)

Jlo3yBaHHS AESKUX HEHPOTPAHCMITTEPIB 3AJIEKUTH BiJl BIKY:
- JleBogoma (jy1st MATPUMKH CUHTE3Y JOTIAMIHY Ta HOpaJapeHaaiHny (HopemiHehpuHy):
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MyTauis CranaaprHi npenapaTu Iuriéitopu Ta aronicTu
(npuiiMalOTbCst B 3 mpuidoMu Ha 100Y)

HoBonapomxkeHi: 1-3 mMr/kr/no0y
<1-2 pokiB: 4-7 mMr/kr/no0y
>1-2 pokiB: 8-15 mr/kr/no0y
- S5-rigpokcutpuntodan (A7 TIATPUMKUA CHHTE3Y CEPOTOHIHY):
Hosonapomxeni: 1-2 Mr/kr/go0y
<1-2 pokiB: 3-5 Mr/kr/mody
>1-2 pokiB: 6-9 Mr/kr/no0y
* Jleomoma: 1-3 Mr/kr/no0y y HOBOHapOKEHUX, ctapiie 1 poky — 4-10 Mr/kr/nody

Komenmap pobouoi cpynu
Cmanom na 01.09.2015 6 Vkpaiui nixapcoxi 3acobu Ilepeonin, S-ciopokcumpunmogan He 3apeecmposai, AiKapcbKi 3acoou
Jlesooona, Enmaxanou 3apeccmposani miibKu y ck1aoi KOMOIHOBAHUX Npenapamis.
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Jonatok 4
MOoHITOpUHT XBOpUX Ha (DEHIIKETOHYPIIO M1 Yac JieToTepanii
(0orcepeno: Genetic Metabolic Dietitians International, 2013)
3axoau 0-1 pix 1-7 pokiB 7-18 pokiB HMopoci BaritnicTh Ilepion
JaKTauii
KuiniuHe cnnocrepe:xeHHs

1. Bi3ut no aierosora 1 p/Tux.- Koxmni 1-6 mic. Koxni Koxni Koxwui 1-3 Ha 6 tmxHi,
(po3paxyHOK MoTped y 1 p/mic. 6-12 wmic. 6-12 wmic. Mic. Jajl KOXHi 6
MOKUBHHUX PEUOBUHAX, OI[IHKA Mic.
HYTPITUBHOTO CTaTyCy,
KOHCYJIbTYBaHHS, HABYAHHS
JIETH)
2. AHTpomnomeTpis [Tpu xoxxHomy | I1pu koxxkHOMY Bi3uTi | IIpu KOXKHOMY IIpu xoxuOMY | [Ipm [Ipn

BI3UTI (BKITFOYAFOUH BI3UTI BI3UTI KO)KHOMY KOXXHOMY

(BKIIFOUAIOYHM | OKPY>KHICTH TOJIOBH BI3UTI BI3UTI

OKPY>KHICTh JI0 3X POKIB)

T'OJIOBH)
3. [IpoMi>kHA KOHCYIbTAITis 1-2 p/Tmx. 1 p/Tmx.- 1 p/Tmx.- 1 p/wmic. 1-2 p/Tuxk. 1 p/Tuxk.-1
JieTosiora (KOPEKIlis I1€TH B 1 p/wmic. 1 p/mic. p/Mic.
3anexHOCTI BiJl piBHS DA mij
Jac BI3UTY ab0
TerepOHOM/€J.IOMITOI0)
4. IlcuxonoriuHe TeCTYBaHHS

BioximiuHi qocaigKeHHS

1. ®eninananin (muasma, 1-2 p/Tux. 1 p/Tux.- 1 p/Tux.- 1 p/mic. 1-2 p/Tuxk. 1 p/Tux.-1
cupoBaTKa ado LiJbHa KPOB) 1 p/mic. 1 p/mic. p/mic.
2. TuposuH (m1a3ma, 1-2 p/Tmx. 1 p/Tmx.- 1 p/Tmx.- 1 p/wmic. 1-2 p/Tux. 1 p/Tmx.-
cHpoBaTKa a0 LiJbHA KPOB) 1 p/mic. 1 p/mic. 1 p/mic.




3axonm 0-1 pik 1-7 pokis 7-18 pokiB Jopoc.i BaritHicTh Iepion
JaKTauii
3. AMIHOKHUCJIOTH (IIJ1a3ma) KoxHi 1-3 mic. | [Ipu koxxHomy BizuTi | [Ipu koxxHOMY ITpu xoxuHOMY | 1 p/THXK.- [Tpu
BI3UTI BI3UTI 1 p/mic. KOXXHOMY
BI3UTI1
4. TpancTupeTuH KoxHhi 6-12 KoxHni 6-12 wmic. KoxHni 6-12 mic. KoxHni 6-12 KoxHi 1-3 [{opiuHO
(mpeanbOyMiH) Mic. Mic. Mic.
5. AnpOymin/3aransuuit 6inok | Koxni 6-12 KoxHi 6-12 wmic. KoxHi 6-12 mic. KoxHni 6-12 Koxen [{opiuHO
Mic. Mic. TPUMECTP
6. 3aranbHUil aHali3 KpOBi [opiuno [opiuno opiuno [opiuno Koxen [opiuno
TPUMECTP
7. ®epuTuH [opiuno [opiuno lopiuno [{opiuHo Koxen [{opiuHO
TPUMECTP
8. Bitamin /] [opiuno [opiuno opiuno [opiuno Koxen [opiuno
TPUMECTP
9. MetaboumiuHi TecTH, BiTaMiH | CUTyaliifHO CuryariiftHo CuryariiftHo CuryartiitHo ITix yac OnHOpa3oBo
Bi12, Bs (mna3zma), honatu MepIIOro
(epuTpoIUTH), BiTaMiH A, BI3UTY,
IIMHK, M1JIb, CEJICH, HE3aMiHHI B
YKUPH1 KUCIIOTH MOJATBIIOMY
3a
KIIIHIYHUMHA
MTOKA3aHHIMH

Komenmap pobouoi cpynu
B Vkpaini oesxi

O0CNIONCEHHSI  BUKOHYBAIOMCHLCS  0OMEHCEHO,

30Kpemda,

Mpancmupemuy, i momy nio yac 0iemomepanii MOX#Cyms NPUHAYAMUCH 3 NOKAZAHHAMU.
Ha momenm po3pobku danoi adanmosearoi Kiiniunoi Hacmanosu 8 Yxpaiui po3paxyrox nompe6b nayienmie 3 ®KY ma inwumu I DA
Y NOJNCUBHUX PEdOBUHAX, KOPUSYBAHHA OIEMU, OYIHKY HYMPIMUBHO20 CMAMYCy, KOHCYAbMYBAHHSA, HABUAHHA OIEMU MOWO

30IlICHIOIOMb, 8 OCHOBHOMY, JIIKAPI-2eHEeMUKU.

BU3HAYEHHA pigHﬂ mupo3uHy,

aAMIHOKUCIOM,




