[ Downloaded from tumj.tums.ac.ir on 2026-07-03 ]

o] llis

eniy

Ol gl 9 bl Ll 93 43 (6,999 Juid & Wino o lows (Sl il pallas (6901 g (Slgly8 dm o

o olmlydl g

oS>

. e

VECEAVAN oSBT VB UY0 sl VEREOTY Sy V0N sl

Gcaal 4 e LSOl S 55 S cl So) Sple | K (65558 b idds g dine
3353 b @e R 5 sl alie Gs b adllas ol s e S BB e 5 ) (LS
e 2 Ol 5 Ol 5l 5 Ol Ol

4 addS Jlo ) (b S PRU @ M sl V(555 2 rbaie ¢35 51 o o 55 addllas ol S A
5 Sy slekisy 5l baesls s plnil Ly 038 anrle el Ohuslen 5 (OlAal) o plal Ol loy
255 5 Ul o 5 s 50 8 A bt b glaaslas

VYA £ ¥O/YA OS5t w35 5 O3 o 5S0ke 3 Sl VAA £ 0/W Ll Ol oy o Sle sloasil
Sloy 53 o VT o ol s & e Bl VI £ VAT 5 0 LS YONY £ ATYY e Sl
50 COVN) 7Y Gla e 0o 51 s IS 2ms 2 05 oo VE0 £ 1Y/0A 0o 5 5bay 35 it
(P>1/20) 555 Jhslwe Ul o 51 b oDl S5p 55 e 55 Obe Sl sy 05 (LEAY) L& Y4
Golsbime 5sbay il L Wl g A5 51 Oley S ONTIY) L Ye s (S50, SV
(P=o/08Y) 55 i

Wl S s I s s a5 BB Gl Glacsls sy getiasOli addlas ol g pSummd
Wl & Comd L e 5 Sy oo 3 it Ol Olessh 5 Ol Olul Obley 4S5, 5k
GRS el s 3l il el Slsde 5 e RIS L Whe Dl s S w20l 3

35ls &UMED):éﬂiﬁjrlﬁmb

e VT (6555 b (Sl Wl e Sgls” olals”

Ok Slale 5 05 0 > (VT b e Sl 5 350 g0 sl

FB e 5 s slaceal o Ols ple Do 53 5 el

oS et i ol
"als S bl b solulos!

Uiy ¢ K gy 0l SCls (O3 45 09,5~ )
Ol sl lals Sy ol

oKl (S g 0SSy O3 58 09,5 T
Ol syl syl Sy o sle

0Ll ¢y el i 4zaS )"
Olalj laly Sy o ple o2l o S

Ol

*

syl (S35 ple o8l ca gl i yis s
O3S 05,8 ((Sgy 0K

SEETYYTVEAS ol

E-mail: ehsasatvatan@yahoo.com

PRV

sl T S e Sanolsy 5ok, oWl (Il S

GRS e 53 e Olew e SSn0le, 5 o)

\5}“@&3(“».}"] OF 03 S s 4 S el Gl Jlags )
PuS sk Y Q?NT&;.; el bl oS 4 e el

OIF LB ALY o)locs AV 6,00 ) Fo F o Sl (K pole olCls o S50 odSCtily alono


https://tumj.tums.ac.ir/article-1-13742-en.html

[ Downloaded from tumj.tums.ac.ir on 2026-07-03 ]

04 el Olaolindl 5 Glicun sb 5 Gl Glial 5o o (555553 fuid 0 Miso G LLav (Il SLalLS (o5 5 (l56 dewlio

03,5 axrl a8 Obmls3T Oll 53 aa gyl Olloy 5 Ol 5k
G 3 Golede Sgot S By, g
Obhlay S &S L ol 4 rl;,;l (Convenience sampling)
A s Oy calllas 0555 Slaslre 5 oS (S ek slls
Lds axdllas 3505 ¢ juim by 8 S
o] b Dbl a8 s anlllas 5,505 55w 3 S Ollew
S ke sl ST ol 5 55 357 90 0dis 53 JolS 5 sbay
b s 5 el laekis s edkd Jolbs G
Sl an ghsd 05 dmsn wupal Sl e KA S
Sislee 5l Sme S 5 O S Sl J-le s (Sop
A b S K s 0/00 (g lslas e A ol Kils i
SPSS software, version 26 l3le 5 5505 ezl Sal (slaesls
SO S L sl gasllles s (SPSS Inc., Chicago, IL, USA)
g oSl B ganwS s IRZAUMS.REC.1403.443

3 S o gl Ol (S pshe oSSl

Laasl
SSSke S sl 0L Oble T3S g3 sla e li ) 5
035 b 0/ [las Glausl b Jle VAA andllas 5550 3131 e
() Jsa) L3l e Ol Ols 4 55 BB o 55 S0l oS
S sl s andlas 550 Ollen AKGLST gl axls
Ol s Oy 3 o VT I lawr S0k .l o
Slod S gauls & el o3 s p oS A VIO L
Ol ol agd e Jold )z e e S e ATA G /0
sprs Jlzl 5 Obles Olbe 53 (lew Sslie glaoas Sy
S edd(g e Loy ke S0ls Lol (5555 Jib e ¢l
B3l 515 035 (Ul 0/ 3500) ole WY (g ley LS Ol
Ol & (sl 0355 ez (JLo YA 5500 ol VIV sSTas G ole s
2 Aoy 68K Cou @2lis b Sl Dhley Fp as
o (7 dad) Lol esls Gais Jus Kos Ha S
Ol Okl 5 i e o85S S Olben L (e
ssba Olaly Ohley 53 @Ble s (i 55 8 53 &S das e

(8 Js) ol 035 4| 3l i e 5 G

Tehran Univ Med J (TUMJ) 2025 October;83(7):508-14

http://tumj.tums.ac.ir

Gl S Wl oo cdl Sas ksl J a8 L oK s
L bl 80l 5 cpl Ko (b i sl b
S ol il Sl 5l ST gy e 1 s 5y
ool ladl dalss 3 Pl 5 S plis Coone W 4 Yoz
S5 WS 5 A5 Ok el Sl K (K T sd e ol
laes sl 5 S Sl s oS s S ol (e
o) gt e sl 5 e s VT e e S
Ag o 0SBy 0 S s Oler v 5o (oles
Slaglsasl & Olnl dle olay5iS 5o bl el odd (5158 o
R (PR [ R PO I PSP (P - PR WIE
VT AL e (W ¥ee 53 G spd) 2l

AYAS L S 0lgl o3 obslys o AL E asl e (gl e S
Rl ool 3 S 5 sy el S 03 Sop pS
sy globd Gual waly ool Mol @il sl
Slasss 53 08 Shlel el el 5 s 8 =1k S Ol 5
Sogpen S50 S SN b Sl WS S e b
5 VT s s b Sladlls (& s b ol oL
Jd Ol (ol (@le aan a3 (Shleds a2l 5
S e Ve S L LB Lledis Ol VS S (5,558
Jeb pleedly chle i L) s b (lew 02 Sleys e
JLd e Gl Bla 2 55 ses Koo YN0 BY e s5iome 3 o0Vl
e Ml Ll Ol s oS Jed e (S Js
Sosba ol S VLS 05 53 e Sl
OSLS lacamer Olo L3 ilise Jigr VY 5l i 0yt
5 Ok b s Ol baolial TNl iy g
o S S s 4 a8 dms bl alax )8 Ol
e S 518 ol VL £ ol

2l oo Sy Gl alie s boaddlas ol
3 e s O3l 5 Ol sy 5 Ol Ol 5

Was® B u'::’JJ

Voo b S ap LS L M sle T el L el o
5 O Okl 53 Ol e el Okjley ¢ axidS JL


https://tumj.tums.ac.ir/article-1-13742-en.html

[ Downloaded from tumj.tums.ac.ir on 2026-07-03 ]

OLIKas 5 st [2dS plgll oy

w31 5 Ol gl 5 Ol (SLOLT 55 (55555 Job 4 Waso Oylowy K315 503 sla S5 1) g

oSt Jloma Bl

D

VAA £ 0/ (JL) oy

VY/PA £ Y0 /YA (o Sla) 43
YO/N¥ £ \Y/YY (S 545) 835

LYY £ \/AY
(LOVV) YN 5,
(JENY) Y4 O3

(o Bla) o 59

(=10) (5,595 Job 4 Ye Oyley (ARG LT Gla s ls o 5 glae,lol Y J g

“S Al R W PO [ b
4/4+ VU \Y/0) £ \/Y0 (©@/dL) s sS gen
A0 /Y 4/A4 £ +/0V (mg/dL) r“““
\Y/0. Ve YA/CA £ 1 40/QY D (ng/mL) el 9
Y. Y 04/ £V (ng/mL) s
/Y 0/As §/0V £ 2/8V ©/dL) cyen g
/8Y /01 84k +/00 (n=0) (BMD) bl g5ciusl jasn 3130 o515
S0P FS S 4 Wa Ulhlew 53 sobow b Lo o la e la ¥ Jgus
&S o RN P PR | Joeey
£/0+ AY/As 14/10 + \Y/0A MY/AL) yadeds Ol 53 ¢y oY1 s
Y Y\V WEY £ 8Y/8V (ob) Jadeis 1 odd (g e Sloj ke
i Obm byl g Ol g Ol Ll )3 (5555 i Olles 53 ol (e Gl 3 poend 8 d g

P & A Obulsl Ol gy 5 Ol ) S edle

/ey \Q{VAvAD) HAMAD) \(LOY/Y) e gl
;é‘-’) Qy}k&‘

£ (/AVY) YA/AVY) VECLEVY) e 3l

ATV VECLYY/Y) HYANAD) (CAnrAD) e gl
Fe sl g leal

£C/VVY) YA(/AVY) A\KIVANYAD) Cadle U3l

R R R R e gyl
K] J""‘-"—‘: Q‘,&LB'

AXVARED) AKIVARRD) ANCARED Cadle U3l
AOICARED! AIVARED) \(ARE)! 5

OIF LB ALY o)locs AV 6,00 ) Fo F o Sl (i pole olCils o S50 ouSCtilsy alno


https://tumj.tums.ac.ir/article-1-13742-en.html

[ Downloaded from tumj.tums.ac.ir on 2026-07-03 ]

CAR el Olaolindl 5 Glicun sb 5 Gl Glial 5o o (555553 fuid 0 Miso G LLav (Il SLalLS (o5 5 (l56 dewlio

Solslbae b Olaly 5o Mie O3 3 e Sl WD
Sl YL

Olade (hl3l a8 ol OF 51 (Sl anlllan il o gome 5o
5 Sl el Sl OVl Gy LBl L el
Coeal &S pls 3y 5 e Sl ol G0 b
aiezr p Olle nl 3 1 Splie G35 il 5 pas g5 jasids
S e

S84 Ol s Sy O 35 5 Sde Olles Ole s

ol dopa Ad SIS (V) a5 ams)l 35 (LOTA)
55 (P=e/0Y) 54 Slsbae 8 5 (63,0 d s (olel L 5l cadles
Oldaly 55 &Sy sba 5 Faraar St Oll (Lige Db
W s (AY/0) L8 55 L sl s 5 (LOY/A) L& Can
i bl bles bl gl Ol ol 5 dae Sl

Sap S des e Ol gseme 53 (0 Jsdx) (P=2/0E7)

Solon pasets Oy 53 oy o1 Juib i oll o 08 O3l 5 Ol sy Ol Ol 3 () 555 Juib Olyla 5> Al (38 513 s 0 gt

th.A 5)}4 B’;
P (Likul o) Js e 436 e gl Okl S 50 (Mg/dL) YT b elane sl e
AR \ \CAAILY £(.0V/Y) Olaal; <A
V¢ \Y(/Av/4) \IVAZAD) 4l
o/eY0 \Y o(/YA/0) AN /0) Olal; A=VYs0
"é"}) QY*-‘;"
1 LIVAREY) JAYAD) 4wl
NARNS AN RALY) £C/e) Oldal; >\Y,0
Ve V(v ACARD) 4l
QAR v Y(EY/4) £(l.ov/Y) Olaal; <A
Ve \YCLAO/Y) YO8 4oyl
/v OA \Y V2 (IVVA) \(CANAD) Olaal; A=YY50
Fa bl (g lwal
1 RIVAREY) (/) 4w
/AN Ve V(v ACARD) Oldal; >\Y,0
Ve ACIAY) Y(LY) 4l

Yaiml &S ol g5 B ladhe g0 Sl S
bogeseds s b Gl glacsba g o oule 5l UL
5 Shahpouri (gaalllas ;3 lie sl ool Gl (latal S
Sl gl ol Ol S ed 1S B s ODes
oy OMSCis s malS g sle s Dde 4y oldJ 1S
2 VIS o A aalllas o el s 00 S
s JAS Soge 5n Sl @Dl el S laiS s s
o Gl S cl O 5l S b slaanl sjls S e
Ol b 5 Ol Sl Jlo,s 0 2aS ble 5 DI

Tehran Univ Med J (TUMJ) 2025 October;83(7):508-14

http://tumj.tums.ac.ir

Sow

I3

SoP5S St Golen b DalE s addllae ) s
b3 o8 OlomlydT 5 Ol g 5 Ol Ol 55 Ol 3
S ale Ve (geys SO
Ol SV w0 ey al W eled Ol
e SR Sl Ol 53 3 Ol cul Ly el o Sals
ool P=/eeY) 5y blas ol b 5l csls opl a5 il


https://tumj.tums.ac.ir/article-1-13742-en.html

[ Downloaded from tumj.tums.ac.ir on 2026-07-03 ]

OLEas 5 (soged ds algll o\Y

Cdl ol el 5 el (S5 belpe i Sl a5l
Sl 5 Golas ool b ige ablin coplply ol PKU sladely 3
e 25 5 dls Sl el 3 dspllss S-Sl pjlis
Ll 1355 S sladliad s Sl

DS Calisee aOlul s oS sl OLLS ardllas ol (g S azes
e SR T L RTINS P T3 PN ES PSS
5 Ol Skl Ollen 3 e 5 Sls) oD S Gl Se
Sy 0l bl Olley I Sald olee Ol sk
Oboy 3l eddig mm Oloy odo 5 Jlay o oS LS jasile izan
bl b Ohley 5o aS(g)sba il LU Dle Wi b jasels
Sloas Aol Sap del Glkas Jas L SV
Lol (Fn o 5y O Kos ax s BB a5 b 1380
Siomas cpaids Ol 53 5eVIges ol phaw (23l 2575
Sl OF Sy psosm cp) wlop Lad b (e b
Dl 51ty Coeal Oleys et (6,80 5 Bgen pasnds
S slusst Sl S b plese GV S pladdse
55 "(PKU; OMIM: 261600) L2l slise S5 ol 5 S e
WRasss pasil Susps g Gasy ) bl e
Sl Sdsbie Sl Jms 5 sloys Clas 4 Wsle o s
5505 ASU 528 53 PKU Ol ley slaelyy 5 5ng:

sdkasylis oS ol addlhe glaasl 4 g L ocoblgly
Jlaz=l b Gble 55 (o) 558 Jed sbas ol 5 SV ¢
ol Dl gl 5 Ol Ol Al 2y (S5l 5 slarlsaf
b5 popee Gbla 5o o35 K5 opslin Dledst Al 580
Sl a5 Cpime 2l Do S el a5l
Sl laglsssl ol Samlr il glawl
Ll Sl S sk slagsslon 4 Mae Olaly 5 U5 o 0550 5o
Nl Gy s gleasl 5 e K55 esslie LI L ol es PKU
A3l e Solew 3)lpe L Sy Al 5 LS e

5 PKU aile s slaeslslb 53 il o KL 5 «opomon
ey opl > S5 el bl Coeal 65l Sl
bl cpl 5ol el sbaasl 5l p AL gl s b
OF eSOl BL o)l 5 Solows L sl oot b 51 6 AL

AL el

ard e Wlg o ol ) 5355 el Ssleal oo
Al adlas OF 3 WDl SV

@B ol A edalis IYEY s e kb slags bl
23 &S 24l Slas Oldes > OLKea 5 Mortazavi glaasl L
oS 5 oS> oWl i, sl PRU s ¥ Ol
Fas S B8 eMSe o Sl

Sz 5l B0 Ll el s bl (bolae pas
Gble 53 (ol pal DUl & 3 5dome oo s 5 S S L
(ole) Ohley 5l Sygd 53 (20 5 sy (Dl 3L g s
Sl sl e ot Olalllae L aily ol Al sdalio
53 o0l el G518 edii0le s syl 3 aidS 3 aS gwy
ladlae ;s OLea 5 Morovatdar .55 e s s> 1S 2L Jos
S (e Sl 35e 5 Ol G pidled s PRU Gl VA (55
S S T SR PRTS - SRG CEVIPRTR WPl P RN Sl
A Je s S el O Sl @b ol Slees Mzl
Sopde 53 b LIS el e 5 Gl o BDle
Lo PKU

085 0% e oo i iS5 Ol Sl el e Oley ke
Golow e 4 a &S ol Jf\.l.w Loy ol oo (.;yu
s Sl 35 Jlesl il Schas OF J 28 5 5 Vb
Ol ea 5 Davarani gasdlas U asly ol b o 51580 Sl s
A sl Ol S il Olpes Ol GpE g
Ml ol an psllas gladaly b plSiasys

Sleos 05 ol 534S A8 o st YoYO LLsol oY
e ol Oles 31 8l s S S e S
e sl b pllae S plie J 28 oS s Of o5 4 o358
Gz Jl pl bbp e oy S I8 055 0L 5L ol
il 5 b Sl selcdise eSS 4 by el
Vol S5 el

Sl S8 5l Ml dalps b iass oyl @l S ke
5o whs esle S By pasds Caeal o
claasl J- cpl boagls ASt Sl et a0 il o s
Oley 3 (@he YL g5 dhax 51 s ST 5 s

orlghilae i sl 5 VT al man b Jlal

OIF LB ALY o)locs AV 6,00 ) Fo F o Sl (i pole olCils o S50 ouSCtilsy alno


https://tumj.tums.ac.ir/article-1-13742-en.html

[ Downloaded from tumj.tums.ac.ir on 2026-07-03 ]

oY Shafighi Shahri E., et al.

2 Sy sl 8 shie " Ol
ol |l Olaly (S p ke olSils 3 a5 £YV S L VEE Jl

NG

References

1. Lange K, Bohmer J, Deich Y, Dickneite D, Fuchs P, Naunheim V,
et al. Our lives with PKU: German patient voices-“Nothing about
us without us”. Mol Genet Metab Rep 2025;43:101201.

2. Ford S, O'Driscoll M, MacDonald A. Living with
Phenylketonuria: Lessons from the PKU community. Mol Genet
Metab Rep 2018;17:57-63.

3. Hillet A. Epidemiology and population genetics of
Phenylketonuria; 2025.

4. Woolf LI, Adams J. The early history of PKU. Int J Neonatal
Screen 2020;6(3):59.

5. Sochan P, Biatobrzewski M, Sochan PJ, Domitrz I. Neurological
manifestations in an adult with phenylketonuria. Arch Med. Sci
2025;21(1):346-8.

6. Dorosti F, Zanganeh Z, Mirzazadeh R, Zamani Z, Arjmand M,
Sadeghi S. Non-invasive diagnosis of phenylketonuria by using
artificial neural networking and nuclear magnetic resonance
spectroscopy. Koomesh 2016; 17: 910-917. (Persian).

7. Van Spronsen FJ, Blau N, Harding C, Burlina A, Longo N, Bosch
AM. Phenylketonuria. Nat Rev Dis Primers 2021;7(1):36.

8. Palermo L, Geberhiwot T, MacDonald A, Limback E, Hall SK,
Romani C. Cognitive outcomes in early-treated adults with
phenylketonuria (PKU): A comprehensive picture across domains.
Neuropsychology 2017;31(3):255.

9. Ajami N, Soleimani A, Jafarzadeh-Esfehani R, Hasanpour M,
Rashid Shomali R, Abbaszadegan MR. Mutational landscape of
phenylketonuria in Iran. Journal of Cellular and Molecular
Medicine. 2023 Sep;27(17):2457-66.

10. Burlina AP, Lachmann RH, Manara R, Cazzorla C, Celato A, van
Spronsen FJ, et al. The neurological and psychological phenotype
of adult patients with early-treated phenylketonuria: A systematic
review. J Inherit Metab Dis 2019; 42: 209.

Tehran Univ Med J (TUMJ) 2025 October;83(7):508-14

http://tumj.tums.ac.ir

Cov al OLL 3l w3 S ol Al ol /Kl
Olew b oy 81 5 sl amlie " Olse
5 Obersh 5 Ol Okl 33 43 (sS4 Sk

11.

12.

13.

14.

15.

16.

17.

Alibakhshi R, Mohammadi A, Salari N, Khamooshian S,
Kazeminia M, Moradi K. Spectrum of PAH gene mutations in
1547 phenylketonuria patients from Iran: a comprehensive
systematic review. Metab Brain Dis 2021;36(5):767-80.

Ajami N, Soleimani A, Jafarzadeh-Esfehani R, Hasanpour M,
Rashid Shomali R, Abbaszadegan MR. Mutational landscape of
phenylketonuria in Iran. J Cell Mol Med 2023;27(17):2457-66.
Shahpouri J, Karami S, Mohammadi S, Mollamohammadi M,
Mohammadbeigi A. Efect of a controlled diet program on
behavioral-emotional disorders in patients with phenylketonuria.
Koomesh. 2020;22(2):317-24.

Mortazavi Z, Salehi Sadati SS, Safari M, Gohari N, Mortazavi SS.
Investigation of Demographic Indicators of Phenylketonuria
Patients and Determining the Reasons for Their Referral to
Rehabilitation Centers. Avicenna J Clin Med 2020;27(3):178-83.
Morovatdar N, Aval SB, Yazdi SM, Norouzi F, Mina T. The
epidemiological and clinical study of Phenylketonuria (PKU)
patients in Khorasan, North-eastern Iran. Population 2015;21:22.
Davarani ER, Heydari S, Faryabi R, Kargar S, Raesi R, Daneshi S.
Evaluation of the Results of the Screening Program of
Phenylketonuria in the South East of Iran during the Years 2014-
2020. Open Public Health J 2023;16(1).

van Wegberg AM, MacDonald A, Ahring K, Bélanger-Quintana
A, Beblo S, Blau N, Bosch AM, Burlina A, Campistol J, Coskun
T, Feillet F. European guidelines on diagnosis and treatment of
phenylketonuria:  First revision. Molecular Genetics and
Metabolism. 2025 Jun 1;145(2):109125.

Alves DL. Characterization of Polymorphisms Associated With
Genetic Metabolic Disorders in the Field of Pharmacogenetics
(Master's thesis, Universidade de Aveiro (Portugal).


https://tumj.tums.ac.ir/article-1-13742-en.html

[ Downloaded from tumj.tums.ac.ir on 2026-07-03 ]

menthiy

I [ ) I\/I | Tehran University Medical Journal, October 2025; Vol. 83, No. 7: 508-514

Original Article

Comparison of the frequency and pattern of clinical manifestations of
patients with phenylketonuria in the two provinces of Sistan and

Elham Shafighi Shahri M.D.*
Akram Ehsasatvatan M.D."
Sara Rigy Nejad M.D.®

1- Pediatric Department, Faculty of
Medicine, Zahedan University
Medical Sciences, Zahedan, Iran.
2- Pediatric Department, Faculty of
Medicine, Urmia University
Medical Sciences, Urmia, Iran.

3- Student Research Committee,
Faculty of Medicine, Zahedan
University of Medical Sciences,
Zahedan, Iran.

*Corresponding author: Pediatric
Department, Faculty of Medicine, Urmia
University Medical Sciences, Urmia,
Iran.

Tel: +98-44-32237080

E-mail: ehsasatvatan@yahoo.com

Baluchestan and West Azerbaijan

Abstract Received: 07 Aug. 2025 Revised: 13 Aug. 2025 Accepted: 16 Sep. 2025 Available online: 23 Sep. 2025
Background: Phenylketonuria (PKU) is a genetic metabolic disorder that, if left
untreated, leads to irreversible cognitive, behavioral, and neurological damage. Sistan
and Baluchestan and West Azerbaijan provinces are among the regions that have
reported high rates of the disease due to specific ethnic characteristics. This study aims
to compare the frequency and pattern of clinical symptoms in the two provinces of
Sistan and Baluchestan and West Azerbaijan.

Methods: This cross-sectional descriptive-analytical study was conducted on 60
patients with PKU who had been referred to Imam Ali Hospital (Zahedan) and Urmia
Hospital during the past ten years. Data were collected from medical records and
structured interviews.

Results: The mean age of the patients was 5.67 + 6.98 years. The mean height, weight,
and head circumference were 30.28 + 113.08 cm, 13.22 + 25.13 kg, and 1.83 + 43.36
cm, respectively. The mean serum phenylalanine level at the time of diagnosis was
13.58 + 14.65 mg/dL. Of the 60 patients, 31 (51.7%) were male and 29 (48.3%) were
female. The difference between the two sexes in the occurrence of clinical symptoms
was not statistically significant (p<0.05). Psychiatric disorders were reported in 20
(33.3%) of the patients. The prevalence of these disorders was significantly higher with
increasing age (p = 0.041).

Conclusion: This study indicates the existence of significant regional differences in the
clinical manifestations of phenylketonuria; such that patients from Sistan and
Baluchestan province experienced a higher rate of psychiatric and neurological
symptoms than patients from West Azerbaijan. The severity of symptoms increased
with increasing age and duration of illness, emphasizing the importance of early
diagnosis and continuous therapeutic follow-up. It was also noteworthy that some
patients still had severe clinical symptoms despite having lower phenylalanine levels at
diagnosis. Overall, the findings of this study emphasize the need for early diagnosis,
equitable access to health services, and sustained metabolic control to improve
outcomes for PKU patients in the country.

Keywords: clinical symptoms, mental disorders, phenylketonuria, serum phenylalanine.
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