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Abstract

This article reports a case of developmental delay and short stature caused by a mutation in the
POLR3A gene. The patient is a 15-year-old female presenting with delayed sexual development,
short stature, sparse teeth, low posterior hairline, short neck, and webbed neck. The parents are
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consanguineous. Magnetic resonance imaging (MRI) indicates significant hypomyelination in the
brain white matter. Whole-exome sequencing revealed a novel homozygous variant, ¢.3226G > A,
in the POLR3A gene, resulting in hypomyelinating leukodystrophy in this patient. The management
of this condition primarily involves symptomatic and supportive treatment. This case report aims
to enhance awareness and understanding of this disorder through the presentation of the de-
scribed case.
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1. 5|15

POLR3 M i E 75 A K, &/ POLR3A. POLR3B. POLRIC Fll POLR3K i X &5 2 K B0
AR A G T B — i G B ARRR B [1] [2] [3], RIARAE T SAMERBY B, B IGPRRI. M rd 3t
P e FE R EEAT S W, H AT N ERIE . ASCHRIE T 2023 45 6 A 1 GIBERE R B A BN S RE RA
R 7 BUHLD-7) &)L, 456 SCHR I 10 I 5 25100 I I PR BORE A a8t A% 24 i, LBR S AR 1222098 PRI PR A

Ho

2. mlsEE

Bl 1542 10 M H, K “15 B AR AR RSB T 2023 4F 4 Hie TH BRFHEE &
JLEE BB iR AL, BT BRI . 8 Atz THRIARH1E, HEN AR HENR R M
27, PO ORMEEER, BRI, H LR 87, 674 5 AN HERZERERE AT 2, BiEA
ARk, Fm. WENRKE, 1 ARMEKE S, e DR /RGBT, BILTFE I
WA RE, HBDEAE. BILN S 144.7 cm, TR, FFERSEE 3 BT, AR
i, WANE. BILR G2P2, BHMIE, HAkE 3.3kg, A TRk, EfEWRIFIER, &
ILAAEKZNE, FAKERATE, HQRR “RWK” , TRGE. G838, BOERE, ARGFE
“HIIR, ZAMEERE, BMEA, Bk SRR,

NBEARKER A : B i 1444.7 cm, K 57 kg HFRERIIA, HAMK, HISLIE, Foiths, J&KRR%
fiX, ik, HOE. B, RNLEARIE, BRI, SUZLFEHER, wrfd ks, Jofirh, Ot
AR . LI, AW E. BB TR, S EW. PR IER, Wk e . AR
SEHFAE, B AR S H .

TR 5E B A IR A . MR M ARG 7. IR FEREIERER : R30REK 3.6 mIU/m, P
W 3.6 mIU/ML; RS HEFEAKE T 1. 246.00 ug/L, 25-F2%4E/E % D: 14.7 ng/ml; ML, (215
ERRR R REE. S D). UG, BE . MR, M. HRBURHERE. T
A ARE OIRATZAE KB R OR300 30, 60+ 90. 120 24 Kol Ak KB & 3/ % . <0.05 ng/ml. <0.05
ng/ml. 0.06 ng/ml. 1.47 ng/ml. 0.26 ng/ml; T/ RFFHEATAKME B IAL:, 30, 60. 90. 120 7%
MK R 5 4: 049 ng/ml. 2.19 ng/ml. 1.72 ng/ml. 0.86 ng/ml; 0. 30. 60. 90. 120 4%H il ifiL 4 4>
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W9: 5.1 mmol/L. 2.4 mmol/L. 4.3 mmol/L. 4.1 mmol/L. 5.2 mmol/L. AFIEAif: Bk 135 %; J§
O RN . ZMEMORIEHE: FORIBIE T . TR MR XU EER AR . BT S IS T2wiI
R WBEEAG, T RER LB RS, SRR AR A . S54SR LREIR . ARAE BAH A B A 45
WPz 1) R EIRSE; 2) B/MiE: 3) 4R DEv=; 4) BT,

BRI R B2, 28 SRS BRERNIE R, 0 B EBCE LSS EE SARAME I 2 mL T &3 K5 8
A LA EGAT SN, DU R LR B/ MK FEEA RIIEERE . £/E T
MEEREIR, £JL POLR3A FEHSH 24 BT WAFAE — NI G AL 5+ €.3226G > A; IZR RN URAE,
FUEE 1076 o7 2 KL A 2R R AL N 75 2R (p. AL076T) s 12738 578 IE W N A D6 225 Hd0s P vh Rl 3 (S5 iz
FEIMZE (%): gnomeAD: 1000 Genome: EXAC) (PM2-PP); %25 47T POLR3A #£[X RNAP_III_Rpcl C
gEr I N (pfam: 132723); 2R Gt 721l 1% 48 7 A B0 1 (Revel = 0.711) (PP3); 1% 5l 1% 4% 7t (1) 4l
&7, WEFEE ACMG (The American College of Medical Genetics and Genomics, 3% [ [ 521 55 5 I A
Hoprp o) AR o K16 M, 2R NE A YA 7 (ACMG:4PP) . % HACEE, AFEFHIAMA I DNA FEA
HEAT Sanger M 73BT POLR3A JE[K ¢.3226 7 s 2RI, FLACEHEHT POLR3A JE[H ¢.3226G > A A48
5, HEFEAET.

SEHEFZWAR, HMsW R K E A REMATERAR 7 8. mEREEAWE, 4 TRE
BT, HREBELFKESRM, Bk R ERYT, 3N RV, BJLE H &0k,

3. g

POLR3A A Zmi% RNA EAEE 11 (Pol N)H K TEEE, 25 RNA #3%, Pol 11 #%5% 5S #Z 4 RNA
MR RNA ((RNA)LLE & RN IES TS RNA, Pol 111 B ZhAE IR 2 S B 00 e 1k B RS [4].
POLR3A J K 4li& B A & BUw 1742 5 7] S B R B A R B 5UE 77 A R 7 BU(HLD7)E—Fh 2 W
BT A LR 2 S AE(NPS), KA Wiedemann-Rautenstrauch ZE&1E, JUAHER S NA KRS, REIR
% M. RSN, TR JEGR AR BEAS [F (RS R B iR 4% .

i 1 E FRAN R — AL WA Y, R BRI PR A KA AT, P RS R B
SEFEMEIC. WARTMMRAINE 2%, XEEMEHSEORARR R Thee. EA-PEMEE.
POLR3 HH I 15 & 75 A K UH & T el -0 S o 40 R/ sl i 28 110 =8 LB 51 S I BB A i [5], A& —Fh
IICHERA M S TR AN R, DLW Ge ik it 77 :Uistf%, i POLR3A. POLR3B. POLRIC il POLR3K Ht
IS B R B0 AR ek g iR ), Hoh R —Fh#gmid POLR3 E &M BN [1] [2] [3]. A HFFLHRIE[6]
X G R HREE AL TR B A RRE R NS R SOREAT Y, KL T POLR3A HfEAEH: LFIRAL,
XA S e AR R S I 57, XM SRR 1A /D 0 (L O) i 1 5 8 32 AN RA T [ — A7 552,
I H S BT RA R « > RE R M B 2 M M iR T B DB E (4H) 25 B F (1 A PR AF LR I PR U 2
B, UEBX N TS TR R AR AL

POLR3 A (1 & 7= A R W4 RGN A R MIIGIREIURE 55 #14 RG TN RS BarS RIUE
AN RSN R HERFARI DR T, I TR R ULk D RERG . WUAREBUEZE . IAAID)RE
BEERS, MRV 2 A RS . RS RE T A N WRE . TR E R LIRERER. 1) A5
W GBI, EBAEHERKRBERE, (RIS R IR IR 2) FNEAB R Tk
HAEIR . F TS F . TINS5 3) IREEIR: 0, R LI E RGHEE. R
I F BGRB8 4H ZREAERERIE AN R . TR EA %S MRS IR D ReiR) . ADDH
LEEMEGERR R, B EIR . B B A R). TACH ZE& AEGEHE 3L 5 26 1 A th X ML BE B T AN 2 )«
LO ZE-EAE (i 1 FUE 72 A R A/ 2F) Fl HCAHC SR G AE (BESH T BAS R AF/INid 245 B AR A4 & B A 42) [7],
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P MRI X2 Wi 15 75 5 LA R N, RBERS AL MRI RIS T A RAFTE R
T2W mifE%S, BE TIWARES . SFRESEES[5]. ZH0 120 iR A 7t oK 2 80 18 56 A R 5
FRATH), FRTCIREAR R Z 28 Mg AF[8], ok Fk il 4R 1 7 45 POLR3A FAZ S Al 34 14 i
FUSUE F2 A R[9] [10] [11] [12] [13], R Byl b ERAEAE ALK R BV IS 1830 Dl R Rl A (30) 3t 2k 1 45
M RGRER, KRR INGILBI R TT RAE, FIENE IR R, AW ZEm. A
FRW, POLR3IA TEAF & et iRk fa bz 2 P3R5 R IR 1) LR R, S RAR ] B a4t 52 5 1w 41 g
A Pol N (14 TE 5 2R T 3 2000 77 = AR A 10 o 7 7 A R R AU [14] .

AN LN 15 8 b, HACRENIE SRS, XIEZ AR GHE, BILLIMER GRS E MBI N
FERM, RN T BRI, FHY IS, &A KIS DRerg . RIS
ANIPESLSR R, NS A 4 R R B R KPS, AR KRR R A KSR, BRI
W5 TSLPrERs, Ml MR RoRiN (R B AL BH SYE JS , BEIRARES A, it s R Ay, RILT
POLR3A J:[A g 4l 670 7 (B A ), HIIGARAERABRF, Sl i B ZE R, 28 POLR3A
FHOG I 8 TR A R o AR M BRI 3R P P R o B BB E (HH) A2 2 1) 32 BB R Py 43 W R I, HH
I8 RIAFHF G R ST R BOEEF I RO, IR M R M IR D e iR B F i A Y POLR3A
B PRI S A E XU DR 38 A 7 TR A S P O BRI, DU etk B Uy s, X b Sl 5 POLR3 AH
B A FUE AR I, 105 58 RVEAR AL B = e R AR T RSB To < [15] AB B LUK R & BARH
R, SMEAN, HEREER%, MIAHEMMEH. INBESAVNERIE, X5 K2 E806 A —,
29 10%1) /MR R e L R 08, I R I 22 R MR KRS R %[16], ANHERRA S LA i —
WRERETTRE, JRERN 0 R LA RG TR L

POLR3 HH I 15 & #2 A R 3 B8 I FRR IR AR I ACRE IR RO MRI R I DL A B RS I gk 472 7,
i il 20%M FFUE TR A R, GO RCHESH B 8 7= A RAUIARAF BN WI[17], (ABEE =@ &N
FARMED, D CBER BN S TR AN B I R RS AT 7 2 W gt 7 5 B e, BEAMK
PR R R RERGR . AR BB T, BRI E RS B S, HToM A RAEIR,
B G R, FUTEHBR M S B KR B IR BN G, S UCEAT 3 BRI LB Ao 1, AT IR
POLR3A HIHi AL 5, IXA]AE& S5 POLR3 AHICHN F A R FIHT AL 5, A BEACH POLR3 AHICHN A R
ME R, BT IRATRHZB FA, B HE— 20 Wi e 1) 2 DR 2 - R Y A DG

&5k
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