[ Downloaded from jhbmi.ir on 2025-07-13 ]

S G 5 s Kl 5] Al
Ky Kl gl Ao S o

TFe e TF) oyl o jlat e 65

S99 Jud (5 slow (sL10S1S JS1u> 45 gomo dxw gl g 21 b
g b e | Yo dmas

VECANE e gl e WY e cdb soe

5 Slarmimas SYMB] | (g b b & conl Jlogiil glie Ssilie clacslon crials 5 (o r5sS Jusd 1a0de
g hd (o) (Swlecds & Mg low onl Cupte 9 SIS @Y lacudlie Sl g 298 o0 aBlS ((BLd geas
SEre Slp GpgS Jed ol JHle dsgerme wl g (2hb pol adlas Bun 1 0sd oxie ()8 (mas glagslxinl
ool S)lowr cnl b )l g JyES Cu e ) (50l (gl ygSTs

o3l yole GLolid sl esl absye 53 s plowl dlsjo g3 (b 3 4 el Lo — Lo adlls Sy pols aslllas 1 ydg,
03> yolis ¢ s 28,5 &y00 SCOPUS 4 PubMed, Web of Science slaosly olol j3 (aols gy (b g (0o
owlidslyy o (Sb5 ey csdas o Jlbl yansto VO pad dls po j3 ab 03> )8 delidinyy S LB > 5 gl yuiwl Glalllas 1 p5Y
SPSS Jljéla s g hwogi skl 5l laodls Jdog (cly 13,8 JuoS5 (gl yo 93 8> SKST 5) ool b 1y onds syl dolicin
23,5 edlatwl VY dseus

3970 VY g SeMbl 0g)8 dw 4y 00b polis (pl b glysal Gldllas I (b 5 (opde 00b pais WYY goaze ,> g lS
il o jal jeote A S (mox 38lg5 g glonl joee VY 3 00y paie VYO D50y laascis Hlai b gilles 0D e
D05 423 S adllas 1 o o0l yolis soled 45 351 (g y50 Lo

ool JBlis s gacm ees it ag2lo ol b (535555 e ohles o (sl 5 il ol & 4255 L 26
29l w28 1y ey ol SleMbl iy Co e g lnatyzo Sl «(s)lo ol 3o Ca e g S5 oISl Wlgi o

SFV DA Ve (S a5y S S il s 65555 b ()l Slaosls Bl a5 gazs drwn g 5 (b acbl (55l (SUL by b cazm s oY e 1EL M0
Yy

1l el S 0l (S pshe oKl ¢ Sy Glosgdbl 5y ke 0ty o Sy $SCile 5l (6 2875 (6 gy )
Ol 0l c0le S (S ke o815 (0o S Ol sl (Slacsslony b 035ke pliB )l 5 073557 janainze ¥
. . R . K
By eSSL 1 gl O g5
g slan 0l ST (S ke oSl i ol Jlgr (oMl (55 st 15k Ol S 12T
« Email: bavafa.kerman@yahoo.com CAFTEYAnYY 1 wled ojlade


https://jhbmi.ir/article-1-566-en.html

[ Downloaded from jhbmi.ir on 2025-07-13 ]

Lol g 2¥5e

5)9"9‘:5 J'.’.’d d)lﬂ&:—f ‘_;lmab J§|J¢- AL gotxo

e el sly )bl ladulos g i)l B
e Shal ooy Slejl (S zolaw 15 lpde bawgs
LIV] B9 o0 &)
>hb yol adlas jl Ban ol zhlae sblje b Bllas
e Ol 4 (6)53958 Jid 03> JBlus ds g0 drwgs
Foye S35 Cuptn 3 e slapadld (S
dsgoime ol 4l g (b bl ()99 S8 (s )low:
Slzge Olyice G980 grlae sblje p ogdle odls Jilu
OLES (1S g dawgs o 6)998 Jid (olow yire J 58
9 OIS ST g At (ys59S Jid s)low 4 by
GRS wlw 5 (oS me—al L i oleMbl
Gilwditue (bl po (Bl s byl sl e uoxo
5 ohlow Ko Sl slaosigp ,3 3 likiwl odls yolie bl

95
55 b 48 il oo i og glanllas yols aslllas
5 plgl 5 als ye

5 >l sl 3 390 03l polis glysenl s gl Al po
6995 S8 (5ylon 021> Jolus as goxe 4l

Sl el 9o y9re Il ks ol plosl jolate &
3 95388 Ui olom 42 bgaypo p3¥ 02 polis oLl
PubMed, o1y oLKL aw ;> VoV- ,uSTY BV 5ol
e85 oye o Scopus s Web  of - Science
s3ly—wl  PKU 4 Phenylketonuria  claosjlgs—JS
b ! (Phenylketonuria OR PKU) g
Oladllas Lo ccwl S5 @ p3Y 0 odlaiwl badye Ylis
W45 (23l 598 03l oLk dw I ST Jlo gty

(s ool (lj a4 alldo jliasl Jold 395 sl jline
20 ydiie Yo ¢ Jlusl Yl (Yo Lol e 4
a byye upio g cdbodh yolie a4 o)lil 5 adl>e
13y Jols 55 2o slojls 52 535S st (6o
Sl pacs 5 5y9595 Jb (s)lom sloaniz 50> 4 SVl
(omed Dy (5Hlow (pl 03 polie dayly ) zsly CleMbl
Bl b yioled 008 g yod w4 dol (LS Joad g LS
Lo iS55 o0 yutiite &¥lie S Cal )5 4y pjY L5035
DA abliS LS aalllas 3l 58

-

Aodlo
;1 —Ss PKU(Phenylketonuria) (¢ ys—s:8 J—d
Jlsjsl ootio Sdlie Logslon (n i@l
SYMS ) awg cib L a5 V] el (Autosomal)
IV amd oo (Lt ]y 395 (3L = gas g ) — (e
oY1 b sl e 5 s 39105 Uy (s o
PAH(Phenylalanine Hydroxylase) j)_.s'g s
(TYrosine) (5o, ar oY1 std atsolasesl Lo ol
3 o0 Mgie S35 Veowe o 5L[Y] 508 0 asuie TYF
3358 b U ) 3] 4y Mas i S, Ty L)
Sl Cmer )3 (6)5395 b (gylen Sl [¥] 2550
ol 005 39l y 00y adgy y o 0 , B YEYY 0 S 30
» kol g3l YL lsan s s YLy (b o
L8] Conl 039y Cumex oyl

YT b s ilsél el PAH culled 5 s
(5o y Sy glacasl (@lop pas g0 53 5 39500
(Wi 5 B (hgr e Rl aad Had gl
5 )8y 5 (Hlgy Wb ((lpl 5 Sles > S
slag)lomal ool [¥] 4 e obul ) eloin] M0
5 IS Sty coloyd B ()18 —(qas g (3
e slabyd Gy § (S0 P aies copas
9 Aoy Cowl CoMlw o )3 Lagg)lon e Copie
(Minimum Data Set)osls J8las acgomxo ;I oslasal
4l lojlu (63,509, Wodls Jlis dacgeme sl MDS
Aoy (o il S o pal ) lhlen (sodly Co e (gl
leMbl dy 580 wwyiuod V] W 0 iul38l ) cudlye
ool 8 1) coMw CleMbl slapimm ) 9350  iiligy
sy o dguo 1y Vb coas b slaodly 5l oolaiwl 5 55l 0
Bl S leis 4 aodly J8las degemre ¢ pisron [A]
LMl 13,8 S gl 4l ksl el oy anss
5l oalawl L oM SleMbl cu pto o5 Cunl [A] cudlye
@dygl waly 3 1) (LG Ly S g 0kl Lo b,
1y ol 8l 5 lsie s |y SleMb! ol U5l s o)slaes
sl &390 A S mremal (LSl 9 [V o] 35le (o0 y9da
IV a8 (oo Jsews |y Glojlo ilisee zgbans 53 ol pote
daws 4y bgsyo 3,5kl (slaodls oylgs o MDS 1 enlizl b
o=l il g Slep i sla by dagslen (ol o

Journal of Health and Biomedical Informatics 2021; 8(1): 33-41 ¥


https://jhbmi.ir/article-1-566-en.html

[ Downloaded from jhbmi.ir on 2025-07-13 ]

Jg‘ b)w 4M 2,93 AL )LQ.Z

S 3 S § 9 Coodlw Silo y 9] dlro

JUb! laasis jl )85 93 5 (Sb5 Seilejgiil Glaasie
By e 03l yolis By Bl il olwl il b
o o ol (2bl b Bl delidny I lasiye et
A Al AV e L g oy glsg)S Ll g,
Slacay o aly lllas , 38T )5 S ol 4 dagi b e puionon
5 o] Sy V0 wdg ;85 Ve L5110 Ygane (LS,
Sl politily) 9 4ndss (JUbl planss 598 5 paase
Sl 5 39)9 slaylme 51[VF] ais Gl adlllas 4y 349
1 03wl adlllas 4y 51,81 54
Slop— (bigel STy 3 lansis (g Jels -
Ol (S pole olStily &) aty
Soben din 3 Jlw ¥ jl ey )15 dblo il -
PKU
Slep 35Tye g Lagliwlon & axlio b Jol yoo (s
WA () )l o deliduoy oS (S pole oKl
Ladoli iy (olod (63 V0 U .0 w598 s (jle o
Silp s 3 laodly dadelicu (6913, 5| o B0l JueSS
plas ya 1 Sle g (Slolyd s U 3 VY asews SPSS
203> yaie 1 3590 53 (S el olaile dr Ad Ao
Lol yolie i ad )3 oy o a8loy pdas Jol jeo (81
Ooilee b ooy polis s Bls oyd O 3l oS 1Skeo
lg pod alsyo  ald & diore i (glp dod VO U A
S o d YO 5l i oSl a8 03 jolie 5 Sus
o epgd ddope (i D duoe lodiw 4 o (e N3)S
485 jla5 53 Bodly Jihie dcgecne Sl 2ld (s pais olgie
LYo ] s
ol Loy yolie Jolds pgo als o aly )3 doliduoys
Ao o A 5l o ole S dolidunys (pl g0 do > YO -
o i jlow 4y dxslpo b g VWA et VO o)l 0 dmy Jo
plad s 55 oo (S pole oSy Jloys 150
alre | g 5 609105 5 i gl dl o lanasiio
lodls yolie Las wdly yolie jl plaS o 1 Sko o oy
Olois dn wng 00,8 S 20> VB 5l i (SSle oS
J=8 )l JHST o0ly JBlas acgoone | 2o g pais
D] oad Blo polie il g 5ad a5 jlai 3 )59
oo—da M3l S a Ao gLl ol
sl M3 4l 5l IRRKMU.REC.1399.213.
30 aalllas p> oly 8l a8yl il 38 le ST (S pole

5 alllae )50 VL (alod slaojloanls’ 5 0aSa lgis
VA @9 93909 slasline b Billao s (28,5 )13 (o)
15 g ddllan Y Ls JalS e 00 3,y dallla 4 dllie
Blas dcgomme &l)l g Slb (ol piY odby yolie coles
Sobonr  pd ©)UaS g J3US e 53 ()95 03
Lo ool (592, 5 alopo ol 53 005 &l st (99958 Juid
9 5 s o il 45 85 g adl il o0
OB 8 9 9 (Sbyy Ssleyedil Glaasis Sl )8
P aisd) (g dow 5l pyd ol i 4l JUbl jaaskis

Dy ol Sl gaio g 03> puais

i Ly aldas o0l olie algs Al 1093 dds o
o

Ol g daliii p 03l (64915, 5 S5l als o oyl g
Jud s o 0 oads  glwlid ooy yolie | oolatwl b dolicius
Sledbl it S ol and ol delidisy A5 slb
095 5=t 445 5 05le (Bjel (Al i aw g g
€y 1 550 Sl Fa05 oMbl Lol b cledl
(e ¥) PKU calisen JIS31 o Jlms V+) olologs sl
15 el g5els sl o Sl 1Y) oS sl Lelss
L PRU (5,555 Jed ()l lpallas  Jl3 loz) PKU
(g V+) gl oS A) sl WV) Ll 5 il
W) Lagislejl 5 a5 (s ¥) ol ole slopais
ois 9 ol 0yslite 5 bjgel (SleMbl 09,5 55 (g
iy 4ol g (I 1Y) 5L 3590 sl sdjel g o pglie
i SleMblog)S oizmen g (Sl ¥) slow S35
S Jlam V) 05 glaggaiojls 5 (238 w5 Jols
D9 (g V) ailig; Bylae polio g (Jlg—w ¥) (S5
Aol )0 &S (gloald yolie Koo Slold Cas copmicron
3 g S el 5l i o (gl idgs ot A3
W e €ody yolie plu? les cou

L Sa o e 03 polie SISy 2 4y (23050 6l
5 L sl (i g U8 b (G S ) &
893 e L gillae aslivduoyy (ol [MW] s aid)s

Yo Journal of Health and Biomedical Informatics 2021; 8(1): 33-41


https://jhbmi.ir/article-1-566-en.html

[ Downloaded from jhbmi.ir on 2025-07-13 ]

Lol g 2¥5e

5)9"9‘:5 Jf’.’d &)L&:—f ‘_;lmab J§|J¢- AL gotxo

35 oo mgyS s Gy b gl bl 5l edly polie
YW SLeMbl yolie (i g phogi 09,5 (sliael ol
Coles 3 BaD wliS JUS Ladye il g (5))S5 00> yuaie
B (p 3y9 laasie o b Gillae 03l paie VTV
olbaasis pl Blbcares OleMbl ) Jads o 8 S
05 (g8 09,5 aw 5o )3 ) Joax L gillae el 03 )
V0 d G 09)S (pidi D9 (g Syl 0AISES
G 5 Lo 33l Jlsld (opmizmad il plazs] £

D 5585 Syse by ol Bl 5l by jaass

5 olej 32 3 adllas Sl g5 (el g 392 ailllogls Shels

=W
by ol L 4 e Jlie  Q0F goomxe
sWeb of Science(n=1yA)) PubMed(n=1)a¥¥)
3 i b G 0005 gl sl SCOPUS(N=Y YY)
J=8 (5)lon 4 bypo 03l yolis (SLeMbl (slaolSl
WA plin adllas | an .60 gzl seiul zoe YA 5l (695938

iR 3D bS8 i 381 AL Cumon OleYb! 1Y Jgas

859 9 (Swi 2 lg) lanasio I laasse JUb! plamass U Comor (51 e
ol noyd HKEY ol no oy ol noyd HIKeY}
WY ! s \ WY v 3y .
v Y \(liza ¥ y. ¥ 55 o
Yy I Flss \ AN
WY \ \iica ¥ bO-¥5 o
v Y >08
WY ! s ¥ i
slss 3 vI55 3 s e DMwand i
WY \ Y/vY 5 &S

soee 3l Sl595 sl Al (3 jlekad S (85 L (5N ye
P30y 0l jieS (2iSke S b laialejl 5 arets
ks G il gl a3 las

45 39 (9 S (63l ole ai jome Cusl S5 4 oY
S maiia 15 311y oY 0y e ] ool ylic plas
plw » a s Gls a ol jed lod 0 5050,5
Jelse PKU Giliseo JISC] in 0 555 (sl ygone
PKU ;5 loseul 5995891 PKU saSslox]
1ol 5 53 Ly PKU (6,958 L5 s o ol
S35ty alyy 3l 250 slabigel 5 0y5lite ¢yl )d eg)d
S ddss glagaiajls 5 @l m]) «silow IS 5
P Llagledly polie olod aligy B)las polie 5 SW;
8,8 )15 b 2050 15 3l 590 len

el 005 B Y Jgde 53 555 ie (laygoe _ale coledb]

(sl SLeMbl 6g, 5 duw jd odds glysciwl 03> juaie VYWY
(¥ Jgi) 505 iy V¥ g 42335 g 05l 5 3j00]
el g pls yaie g3 w0y yaie WYY I Jol oo —ald )
Vo o nSilhe Kbl S 905 SleMbl jyme I Solyls
(el 4D 3l pod 593 (A 4 g 3)S Sy do
PKU o8 sl Jolge jome 5l 098 clale ooly puaie
o «glld ()l ) BB (ool pole [l el pais dw
(3l S slyme 9 gl | ltee (S5 el o 0 g2
Gk 0ABLS S po—glS ( JiugSue) (S59)58 90—
o n Ll (565 el g plST B (a5l o
7593 9 (3L Hlws abold b LSl (creases Simian)
Sy pydies @S G55l s ye (65,51 (Jiaill) parlss
s 3| (ko (6551 cino Jgtud ooyt ¢ lslussple
S5 L So ptalesl e 93 5 o0l 0le sla i
adopo p3 blies )l 3y pasis 5 Glosiul

Journal of Health and Biomedical Informatics 2021; 8(1): 33-41 \rd


https://jhbmi.ir/article-1-566-en.html

©95 9 Jol 593 (AID 45 bud w8313 polic Y Jguo

g pols P93 193 (H> Jol 59> > yolis slas &, 90%
s Byl Sy Vo-b-7. <07 A Vo7, <07 b atil
A . . v A v . Ve KblF g3 Sl
v . . X ¥ . . ¥ PKU Gilises JIS31
) . . . N . ) Y PKU o018 slo) Jelge
¥ . . . ¥ . . ¥ PRU ;s gl 55955854
Wy . . . W : . W GpS S Gl clpls
laalis 5 p5Ms L PKU
A . . . A . . A 9y
\e . . . Y. . . Y oloys
. . . . . . Y Y &5yl sl yais
N . . . N . Y W b ialosl § pausts
v : : : v : : v S 2590 slabisel g loyglio
¥ . . . ¥ . . ¥ Solew J35S 5 5 Sty el
Ny . . . W . . W L35 Sbsieils 5 I mj)
¥ . . . ¥ . . ¥ LS55 S
\$ . . . \§ . . \& &iljgy Bylas g polis
2 Lagl glaygme ol yon ay polis (ul (olos iz 51,8 2 9> 9 Jsl 593 )3 0dd gy paie WY jlcules
Slosds SOV Jous ol 4ol 3y laasie i b sillao o3> paic VYO

SrPFS Jwd (5 5lows J 55 9 S pe (810 (53wl (SR231D JBlus dsgozme IV Joua

831> polis 195 a3, FleMblog,S
O e o0j9 o8 Gy plgi )b (o oyledi 0ig p o)led )90 Sl S 900 leMbl LY
215 b SewMlS PKU g Lawgie PKU wais PKU b cais oisVT by PKU Glisee 31 .Y
YT b w51 55 39008 (553 )3 VT b 5L )90 (lime cjio g 95 ) oI b by clale ¢ Lol zlojl ol (S5 Jolge s)bow (92 ) PKU oxSilol Jalge ¥

(BH4) Tetrahydrobioptering sty rsmsssals i PRE o J,=8 Sk yin

PKU s PKU b Gis oV by 1 pghio cil S 09y 3 slowr slo cufsid e 53 5 53 JgonsSon \Wo ol yitis (301 b o
215 b S PKU § Lwgio

&ly L-Tree Phe auelil JoSo g Cpae (oamb (niigp (silodinge g plate 53559 D Cpaling 5 manls (3" Cpume (loseol o815 Gils Jas 53 losal  (cidgidl ¥

Phe-free sled L u:*’] Aol dpus s JoSs D Oeolig g meanlS 3o c(gy9 08 lezin] (g3l S PKU
3 3b) Jgl slmole (bl )3 guys 4 wiMe oy jopls Wgi sl 1 g Cedle oty i S5y (gl &S el pla it K5y b cans I b gjlew olpals 0 b pise
lacuss @) iS5 Sl o g 10l (5l B0 w0 193 (SasS Wlod (Bl oy (@l 5 iy 9 o sloge ) 0 gy ) Sl il (JolSS g @l b PKU (5558
355 5 3 (585) g SloH) YT Jid sloea gl dg2g s 4 (IS8l e 5 0l 0l S8 (32 g (0 (Slocds g aplul balis

i) Jub ) (S g (eleal (g3l g (635 508 Mo g Ol ((S3pdl) )18, 5 (BUB (5)lge e Gl b (38 oy 9 Mire
) S5 b (Mg )0m VT Juid ol 5> (o 0kig) sty (Jlhws)Ses g @5 o hlew (S5 shn sladmd 0 o des gl 5 b
IS b 5 Sl (IS VS il 20lS s SIS 2! 3,Skos )3 b (e & 0355 o pis i pis 158 o) s 158,50
B il 5 (S jplyy @ gl e e S nSy Sitolonl L hglindlsS o 2le) omas 5 lge ible eloin] IS
oy 0S5 (19055 5 Sondd SIS > 1Bab g S > (b her 5 039 B9 9 g AL ologd pie b & VLS5 3 (ol o OS]

Q IQ

O@)K Lso = L elyan 9y JaSo g YT i 5l d900 a5 Cogmstenlys BHA L ploys g nlo 1)) 108100 52998 gt 1.5 slag)d o F
E S50 ) gl (S0 5 g STl Sitdgd lan lag)ls S5 b Sl slacisie &l (Pl (g) S 3l hgd

Bu5) s ol 415 PhE g5 CBle pglan S5 b o5 oo¥T Jb clile b« lié slomss) <l b o5 PhE clile jaals ol ol .Y
.gb Oloyd Sy lp G 25 Slagle sy el ooy (S VA 5 WY o ) gy Bl mas sl (PhE ool ol

= @btz sladshes b oloys 5 Sloppo)s (Sloyd mpl (S slacisie ly (Pl () b Sg 51

B ) BHA 5505 JSl plo et oy g0 (55658 o5 CVS w905 b 31 (5655 oaets (MSIMS) ke s 31581 s ool 5 s A
O

8o DPHR , PLEMn s Low 5 405 > 150 393 Sypm 3 BHA sicls ¥F 6050 sk 50 pbul (PCD 5 PTPS GTPCH

[ Dowhlc

Y Journal of Health and Biomedical Informatics 2021; 8(1): 33-41


https://jhbmi.ir/article-1-566-en.html

Lol g 2¥5e

5)9"9:5 Jf’.’d &)L&:—f ‘_slhbbb J§|J¢- AL gotxo

I (Sglo (BB S35 (sl pogas 4) sy sloce)brl sl oy BT g dialeo b 385 s ligh 95 S0 5 (Y] Jid s (555031
el gladwl 35008 gy 4 bgrye b pialofl GLS9d) uving ded (63 Sled (s Cyinsm 9 nyesS SSoill sl Jol Wged (ylsl gy sl
Wsiiei) s

e Ghjsel ol Laly) 4y bosyo Blus logs i35 Juold 5 0319l 5 Wi 5l Gy G 9 S5 05l capdss opslite o ulitily; Pluwe
4 by slooyslin (ully (Su5j oS SR g (Sl eyl Gl car > (Bigel 5 iSupls UL 5 Sleds &l 38 o (b))
po3) o Coradl (oguas )3 (i b g ol 25,8 ¥ (glyl) JBU slogrs ol S5 (solon ohad g JBU (slagaj 4 a8 (sl bial ooy sty
J odlazl pg3) g Cuanl (ogas ) (ol 3558 ¥ 51 a8 b W58 o) JBU slags Shsel (o)l 3l Sty ol 5 ke sy, 3 edlis
b Sligid sl ©908 5 s 35 5 e 4 plaie Sl Car gl odlgls g (llas (Bi9el (sl 51 s Sy elloyed 5 telas slaig,
loodlgls b g slas 4 Gloilsy (b5sel S5 bl (sl el 355 5 (o 38 (15 el sl g, (sl 53,8 = Slg) Lbigel

o]

90 Sagbisel 5 bjslis .

S

bl (s tegidg Sl 3, o (TaNdem mass spectrometry(MS/MS) (Jlsie oy (xiwciub (55 o ioyold odlital) (5,3b)e
YT b e ey oS5 2138 51 638ty e iloyd loss cdly> (gl 365 glal g bl cun b

JiS g Sy by .

Solew

0y5kie 5 g0l

Macsiingy omel (ol SlaiSsp Byas (nuon o8 i w5 (B12 (altsy 5 ool iy 5=J1 5 QLO 05158 (55, cpouibs) (i ) Bypme

slagaols 5 ol w5,

(ioiim 252 ) WS 5 oses Bpan hud s L ateliad (gl JoSo b oS5 )3 0ol o5 (2l ) ind (g0 L atiolipad (glo JoSo (32500 @l
Wlaule Bpas (e 5 w4 diuy Yoowlpmls  S|hed Bras ol S Guas (pjoy JoSo m}é\ﬂ Jeid oS ol 3 ‘PU)L;J yolo yud
SIgh sl (sl JoSa ()8 gl 9 98 g «giam) dinel slarsl (GlycOmaCTopeptide) sy slasSls
WhE w5y cole)y o) )3 pdlly 4 bige] caslio (6,1, (slagSl (B9 9 (b Culled LS g e (Bl g 59 4L S5 S

P i Sliderg S p)S sy (g n (S S s a6 G Clamg S (g SIS o (3689 (SIS o g
055 iy 02 gLl (o2 o) ey oo 2 )5 ey b jed ) o 958 S cann p SIS p S i KB S ey &) Aol

aljgy Cbjlas polis .

JoynlS g )5 o p gldlid S o2 0l ST o

PURE

[ Downloaded from jhbmi.ir on 2025-07-13 ]

Ay gdnles Mo P VO L O cddlge b paic AF 5 2o )d VO
Vo9 Bad gyl (ool g ol pole plyis 4 sy
L e e e N A
A G )LSen 5 (S adllas (o [VO] B8 Gis
090 393 bl 3 6y 0313 polis 4ol sl
P ooy yaie gy M 0 Coled g Bad ool
A asd)S a5 s el ool Bl degesme ol g o4k
L g ol Gua Lol JSlus dacgosmo opl a5 S b Lol
P ad ol Slul 8568 gl Ko xSl oig y sl
sotaie as ooy JBlis degezme ol yobs adllas > &S Jls
g Capds ) e Slapadld (e Gl ol (B
A sed S g9 Al jslaie 4 ()59 Juib e S
($Lbosisyy sila Siip I (slof3 oo 51 o
PR3 Gk jlas g opd g s i) «odl Sig Sl
soate d ji (LS 5 (2lpme cunl 003 plosl b b
So ool g b a il o ool ple (g)lial copie
s5e S gl adllas opl jo adlhy, ool JBls de gesme
90 5350le slayads L o g bual Jx pwols adlas
S 5 ohlSen g eyl adllas 5 V] <85 )15 05T
Syl Jlo gy 05 8295 disisgm (gly ooy JBlis degoono
Ay Jold jomme caady 3 g 03y yais OF ddlllas pl jd A
N I S R
1l 2)50 L ptalesl g (S d,b @i Cundy

S 35 4ot 9 Sy
slaodly Blis dcgeze &il)) 5 b Bun b jols dalllas
e Sl el plais 4 (99558 b s)low
J=8 solon Foe U8 9 oo )3 ot S adli
S5y 2 e p plaase Jai b ilas 00 plxl )5S
JBil 815 900 leMbl j5 e VW 53 00> juaic VYO
iyl PKU o1 sLoul Jalys PKU Gilisee
LPKU (5,555 [ ()l clialls PKU > gzl

Lo ygLaiio dlaytslol 5 s yloyd o) daailiss o p3Me
«olont Sy g s Sy 4slp Sl 3590 sl Sbjgel
e 5 (Su5) S i slasiiojls 9 2lie o3,
230 e el Cuwd 4y glaal g 38157 calljg) Blae
A L gillas 48 350 (6)550 Lo 93l lagsais
Glo adllas §) ol dloyo il )3 o) polie plas o lamasico

LA
plosl jols adllae By 45 ol b Bl
dcgome doul g b slily » oladlas eST sl
sl yimgh Y sl odis plodl (695938 Juid odly JSlas
e odlizul Eou s s el ojen ol i Loy
JEs aegame S sloml 5 onlb 4 ohlSen o ol
2 assby (Sl (LSS sl adslags cudlys slodly
OL52sS silig lacddlye paie YYY (o il dsllao oy
Sl Dt cblan b yuaie VFF bl alillS oo lai & &S

Journal of Health and Biomedical Informatics 2021; 8(1): 33-41 YA


https://jhbmi.ir/article-1-566-en.html

[ Downloaded from jhbmi.ir on 2025-07-13 ]

Jg‘ b)w 4M 2,93 AL )LQ.Z

S 3 S § 9 Coodlw Silo y 9] dlro

dg5 48 ol Jbb o pl . aliS HLS adlles jledl
5 Lol (65595 Jed (g)lon JUS > (53l 0le (sloall
2,5 el iz 93 1) phleaw ool (ras 5 gy oMt
ol gl (ST e > a8 a0 p L5 as 1Y
Jid 4 Mo gl 3)b Jlaisl & (o3l 0le (slo
A3l g s aB S e ) Kg b gy, gl L (55855
ohlss gt S MDS <, lye sy LS8
S )15 A0b 3050 6y Juid

o dsgere Jlo b Simggy gl sla oy b illae
ot a3l 5y Juid 4 Mo (jilows 2 35505 L (glodld
$0955S Jeib olow bgye (b ldllae plo 1Y sl
A ool wl LaMDS a bgsge adgl iy cuS 4l
5,830 pod g Jol alspo 45 3 oniSeS b laase
adlan 5 gy sladsses 45 Syeo , Vsl xsg
Cewd dy (550l 5 yimels pult Wud o 00l ¢S Wi
adlbs ol do bgoye M i ;503 51 Cpmizmod el 0
VD Lausgs Aol yy Jyo5 by 45 g5 dolisyy (bl honius
W Aol 3,9

9 Copdo gy oy JBlas dcsemme K pobs adllas
rolis degore S Q) b ()99 Jb silow e S8
BBls degammo ol Dbl b g B libcares o3l
=8 (ylew caldizes oLl jl p5Y ooy polie &1yl L ools
2 4l g 0,lukl (udS b slaodly (gyglaen ()95
o e 48 ()b 4 ol ph ol ) o
oilal blags sbodly lpae g 3540l ¢ ylylA5 Conliw
Olod s 00l (gyglmes cutS b slaodly 4y olawd b awd

Lyl ool 3 hlow cnl ln 1y e 9 Sloy p5Y

‘.é-;‘b)-’é 9 ’SAMJA“

Ot g5 1 dl o WA VYE 1S L oS (S5, pole
5 5,08 g S5 Cilpe 4 Wil e p)Y S5 5 ddlllas oyl
] s 4 ol&ils oyl

&8lo 4o,

Bl dgrg pols imgh pogas ) (bl dlaT AgSn
s ols] (B digi 550 ]

DS 5 il eclllon 3 i3, 58,5 )15 ol
5 B libumes 1ol olasme 5 ol adlas siles
lopioloj] g 385 Condy ¢ pasuts ( b Slils ¢ 0 e
ot sbiwly jo Lais Laygmee yol Lol 99 o ol
ST 500 Jlw g pj o85S adas ooly JBlas e gocno
gyt Caner b g2l ilon Sy & g K90 485 )13

LIWV] 58
Ohlast Codls Cundy (Sidipo g polie (455 oS bl ]
asl 513)65 31 (L) Cumnl I ()58 i (glan 4 Mo
S1he aJS claosly 3,8 5 lsilewl (¢l MDS & il
A ol sy edlkd Jdow g awslis slivly o by
A gy cohlan s 3)90 53 siine g dyde Gl
Slass 4l dagyl 658 4 5 Jols slataly g Sleyd
Al ade Hl g5 oo hlow Cundg 4 do g b sl S
L35 o ylel el B 5 ool o Wnosls o) 1+ ]
2 i) (bliny ©load ol jlony 53 (gt Ky, Joloo
Il Glaal g cadlye oSamsalyl Loluly o oIS oo
as sl Lell Alipour [IY] wgs e a8l g pabass
Wgej y 30 piY claodly Slolid b oodly J8las degazce
— o 4l o3l yolie g SlodManl (gl lisebs] L iyl
V] 28 oo i Sl 1y S L (slaodls (5 glaen 5 2
SLeMbol ey pis i slanl ol @ Wlgie cnlple
S8 lp (29 sl Jeiliy 9 298 485 Jlas > (S
25 a8 1) (sl U585 S L bl o ot )] 4,
Cunl Sa0 cutS b Sloss pl &l 3> sy o jlas 4 [VA]
i sl yolie S0 5l 5K, 0o yolie 5l S0 i
o (5y95=0 5 piY 03 yolie oled (Sew > b Cuwl i
s 93yl gt sl olul 0,5 )18 s
9 M ) N a8 L5 ) Ao g (s3LatBl Cundy
s 9 09595 Jd Ollan (2lads (ol slasiejls
Alg e 2)lye ol (58)5 B (laew Gicdg o
Jreos o] laodlgls g hlos ol 2 ) YL lodizjn
slaboilo (oolasdl i)l ol pie a8 3eu o dlgiuiy bles
93 ol 393 ST laeyanby 3 o138l 5 oDl
O slad o cpl jl (iso B amy I3 jlaise ) pate
Slapal (oo sl b Gllae «yizren 335 ol
pais dw b (@ Joldope ) oS 91 (6y9500 S (3lj ke

4 Journal of Health and Biomedical Informatics 2021; 8(1): 33-41


https://jhbmi.ir/article-1-566-en.html

[ Downloaded from jhbmi.ir on 2025-07-13 ]

Lol g 2¥5e

5)9"5‘:5 J'.’.’d d)lﬂ&:—f ‘_;lmab J§|J¢- AL gotxo

References

1. Yan Y, Jin X, Wang X, Zhang C, Zhang Q, Zheng
L, et al. Screening of PAH common mutations in
Chinese phenylketonuria patients using iPLEX
MALDI-TOF MS. ACS Omega 2020; 5(4): 1805-12.
doi: 10.1021/acsomega.9b02955

2. Beazer J, Breck J, Eggerding C, Gordon P, Hacker
S, Thompson A, et al. Strategies to engage lost to
follow-up patients with phenylketonuria in the United
States: Best practice recommendations. Mol Genet
Metab Rep 2020;23:100571.
doi: 10.1016/j.ymgmr.2020.100571

3. Ashe K, Kelso W, Farrand S, Panetta J, Fazio T, De
Jong G, et al. Psychiatric and cognitive aspects of
phenylketonuria: The limitations of diet and promise of
new treatments. Front Psychiatry 2019; 10: 561.
doi: 10.3389/fpsyt.2019.00561

4. Hagedorn TS, van Berkel P, Hammerschmidt G,
Lhotdkovda M, Saludes RP. Requirements for a
minimum standard of care for phenylketonuria: the
patients’ perspective. Orphanet J Rare Dis 2013;8:191.
doi: 10.1186/1750-1172-8-191

5. Haerian Ardakani H, Mohammadian S. Mutations
analysis of exon 10-11 of phenylalanine Hydroxylase
gene in phenylketonuria patients from Golestan
province. Razi Journal of Medical Sciences
2018;25(7):38-46. [In Persian]

6. Mei L, Song P, Kokudo N, Xu L, Tang W. Current
situation and prospects of newborn screening and
treatment for Phenylketonuria in China—compared with
the current situation in the United States, UK and
Japan. Intractable Rare Dis Res 2013; 2(4): 106-14.
doi: 10.5582/irdr.2013.v2.4.106

7. Alipour J. Development a National Minimum Data
Set for Disability in Iran: A Prerequisite for
Development and Implementation of Electronic
Disability Records. Health Scope 2020;9(1): €94338.
doi: 10.5812/jhealthscope.94338

8. Zahmatkeshan M, Farjam M, Mohammadzadeh N,
Noori T, Karbasi Z, Mahmoudvand Z, et al. Design of
infertility monitoring system: Minimum data set
approach. J Med Life 2019; 12(1): 56-64.
doi: 10.25122/jml-2018-0071

9. Hakonsen SJ, Pedersen PU, Bygholm A, Peters MD,
Bjerrum M. Speaking the same language: Development
of a nutrition minimum data set for healthcare

professionals in primary healthcare. Health Informatics
J 2020;26(1):248-63. doi: 10.1177/1460458218824707
10. Ahmadi M, Mohammadi A, Chraghbaigi R, Fathi
T, Baghini MS. Developing a minimum data set of the
information management system for orthopedic
injuries in lran. Iran Red Crescent Med J
2014;16(7):€17020. doi: 10.5812/ircmj.17020

11. Sadoughi F, Shahi M, Ahmadi M, Davaridolatabadi
N. The Comparison of the Minimum Data Set for
Elderly Health in Selected Countries. Acta Inform Med
2015;23(6):393-7. doi: 10.5455/aim.2015.23.393-397

12. Ahmadi M, Mirbagheri E. Designing Data
Elements and Minimum Data Set (MDS) for Creating
the Registry of Patients with Gestational Diabetes
Mellitus. J Med Life 2019;12(2):160-7.
doi: 10.25122/jml-2019-0011

13. Faber-Wildeboer AT, van Os-Medendorp H, Kooy
A, Sol-De Rijk B. Prevalence and risk factors of
depression and diabetes-related emotional distress in
patients with type 2 diabetes: A cross-sectional study.
Journal of Nursing Education and Practice
2013;3(6):61-9. doi:10.5430/jnep.v3n6p61

14. Hsu CC, Sandford BA. The Delphi technique:
making sense of consensus. Practical Assessment,
Research, and Evaluation 2007;12(10):1-8.

15. Darabi M, Delpisheh A, Gholamiparizad E,
Nematollahi M, Sharifian R. Designing the Minimum
Data Set for Iranian Children’ Health Records . Journal
of Illam  University —of Medical Sciences
2016;24(1):114-25. [In Persian]. doi:
10.18869/acadpub.sjimu.24.1.114.

16. Meraji M, Mahmoodian S, Ramezanghorbani N,
Eslami F, Sarabi E. Management of congenital
anomalies in Iran: developing a national minimum data
set. Journal of Health Administration 2018;21(73): 49-
60. [In Persian]

17. Imani B, Nasiri S, Sadoughi F. Developing a
minimum data set for malnutrition in children under
five years. Journal of Modern Medical Information
Sciences 2020; 6(3):34-43. [In Persian] doi:
10.29252/jmis.6.3.34

18. Sheykhotayefen M, Safdari R, Ghazisaeedi M,
Khademi SH, Farajolah SS, Maserat E, et al.
Development of a minimum data set (MDS) for C-
section anesthesia information management system
(AIMS). Anesth Pain Med 2017; 7(2): e44132.
doi: 10.5812/aapm.44132

Journal of Health and Biomedical Informatics 2021; 8(1): 33-41 ¥


https://dx.doi.org/10.1021%2Facsomega.9b02955
https://doi.org/10.1016/j.ymgmr.2020.100571
https://dx.doi.org/10.3389%2Ffpsyt.2019.00561
https://doi.org/10.1186/1750-1172-8-191
https://dx.doi.org/10.5582%2Firdr.2013.v2.4.106
https://dx.doi.org/10.5812/jhealthscope.94338
https://dx.doi.org/10.25122%2Fjml-2018-0071
https://doi.org/10.1177/1460458218824707
https://doi.org/10.5812/ircmj.17020
https://doi.org/10.5455/aim.2015.23.393-397
https://dx.doi.org/10.25122%2Fjml-2019-0011
http://dx.doi.org/10.5430/jnep.v3n6p61
https://dx.doi.org/10.5812%2Faapm.44132
https://jhbmi.ir/article-1-566-en.html

[ Downloaded from jhbmi.ir on 2025-07-13 ]

Journal of Health and Biomedical Informatics
Original Article Medical Informatics Research Center
2021; 8(1): 33-41

Design and Development of a Minimum Data Set for Phenylketonuria Disease

Moulaei Khadijeh?, Bavafa Babak?*

* Received: 1 Mar 2021 * Accepted: 3 Apr 2021

Introduction: Phenylketonuria is one of the most common autosomal recessive metabolic diseases,
characterized by a wide range of neuropsychological and neurocognitive disorders. Without proper
care, control, and management, this disease can lead to severe mental retardation and
neurobehavioral disorders. Therefore, the objective of this study was to design and develop a
Minimum Data Set (MDS) for phenylketonuria disease to introduce indicators effective in further
management, control, and monitoring of this disease.

Method: The present study was a descriptive-analytical one that was conducted in two
stages. In the first stage, a comprehensive review of PubMed, Web of Science, and Scopus
databases was performed to identify management and clinical data elements. Then, the
necessary data elements were extracted from the studies and put into a questionnaire. In the
second stage, 15 pediatricians, nutritionists, psychiatrists, and psychologists completed the
designed questionnaire using the two-stage Delphi technique. The descriptive statistics as
well as SPSS 23 were used to analyze the data.

Results: A total of 133 management and clinical data elements were extracted from the
studies. These data elements were divided into three groups of information and 14
categories. According to experts, consensus and collective agreement were reached on 125
data elements in 13 categories. The category of congenital defects was the only category all
data elements of which were excluded in the study.

Conclusion: Given the clinical and economic challenges that phenylketonuria patients face,
determining the minimum data set can enable effective control and management of this
disease, reduce costs, and improve management of information relevant to these patients.
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