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Abstract: Objective To improve the understanding of genotype and phenotype of Potocki-Lupski syndrome. Methods The clinical data of Potocki-Lupski syndrome in
a child were analyzed, and the relevant literature was reviewed. Resufts A girl, aged 1 year 1 month, presented with global developmental delay since birth,
feeding difficulties, lags in response, special facial features, deformity of toes and fingers, drowsiness. Array-CGH analysis has identified a de novo 4.8 Mb
duplication at 17p11.2(arr[hg19]17p12p11.2(15 748 783-20 564 268)x3)in the child. She was diagnosed with Potocki-Lupski syndrome finally. Conclusion
The clinical phenotype of the Potocki-Lupski syndrome has no obvious specificity, Early application of Array-CGH is helpful for genetic diagnosis.

Keywords: Potocki-Lupski Syndrome; Array Comparative Genomic Hybridization; RA/1 Gene

Potocki-LupskiZ&1E(PTLS) 2B EK1Tpl11.2KIHHE
EMBMN—MEAMAERSENBRLATREEXNENELRM
%%, ZEHBrownHET1996ERE, KHEELHR1/25000,
BEARIEREAEREEYY, TERWABHEDRER
&, RAERE, MKDBER, TARE, $HES, COERS
2P, MFARRZERMRN, KERRISLRER, BFER
REFE N, TN ALRERBAZRGH AR T —F <88
EREKAERER) L HEE, RAME APotocki-Lupski&Ra
i, HEEXEEM, MRSMZBRERERREIAR,

1 BESH®
L1%FEE 2L, &, 1518, £E21BRE “A8%E. kRN
Rl BERE” FHTRIZ. BILRG3P2, Z40+5@I0=, BEMK
F2.95kg, AEEHEEEE, FREEHRLERE, 1BRHEH
B, AT, £E8KA ‘A “REMHEE TEHME
FefEbeairl0k, &£E 21 BREMIAREIRk, BFEYE, AER
1, SNAEENKNS, WINARFBRMER; 6 MBASIAA;
TNBEEMRFIMY), FER; SARUEL; 9AR=#E,; W1%
1AMBREE, FEEMLE, A€, FEMERSHEF, A=l
‘BB, B8 . ABEEHT, TEB, ) BEEE, ERN
BB (<35°C)NAY, ZFEEM, ZENMERE36.3°C, #F
44-5K, BITMELEE. &R B5: 66cm,fAE: Tke,kHE:
45cm, EIEHE, FEWREL, BARE, RS, BN (EL1A~
E1B), #WgAUL, WFFINEN, JERE, TR HuE—T MR
B, BWhE(ELC), BMfEX, BIFH,

HWYKRE: IREEREHE. FIREIRELERIYKR AR
BRE;, VIBEREEES: AMBSE321.0U/L(80~245

U/L), a- 32 TERRiSE8272 U/L(80~220 U/L), ANER#EE338.0U/

L(25~200 U/L), ANEREES[E TAS32.0U/L(0~24U/L); DME¥E:
IREFLAH; KMMRI(GAEE): BEBEsHEK4-68, XMERENER Lk
B TSRS ; MR T &M ABRIUNE{E30dB(S SRR & E
2), ASSRIMIEE40dB(RIMFMERELR), FVEPIMIEKDILRA
ERE , BRBERERSNRWL,

B)LRBIFEEER, RIRERE, TUNKEKELSE;
ZHABIBERINER, BBE2RREE, BROERMEME. K2
£, BREHENLE, BILEBEGE—RREL(HYRT),
BILE—SF9Y, HE.

1.2 5% E58) I WESENBRERE, TAXREE)LMRE
ERRK M1 TIEZ 2,

1.2.1 SMEAMABEZEST BMREEGCET, 201 IH
1, PS5 MZEL,

1.2.2 b A e EFADNAREL EHAPerkin Elmer Chemagic
360« Bz FRIZEVIRENE ) LR X B EELDNA, FNanodrop
Onen Yt FtEH (EEThermo Scientific/AS])MEDNAKE,
1.2.3 aCGHIM KA EEAffymetrix AB)CytoScanHDI Fi##{T4
BERATEFAH, BENIETERBRIZVEHRTT, BIEDNAR

BN, E§Y). E#E. PCR. PCRFE#I4IfL. FERfL. #Rid. . H

1%, FAffymetrix Chromosome Analysis Suite Softwarei#t{T
#8947, H5DGV. DECIPHER. OMIMEEERIBEE#HITEEY T,
1.2.4 Xt ZE Ll “Potocki-Lupski syndrome” R0 ZiA, @
idPubMed. AA#IEE. PEMMRITIOERE 61RHEXEXX
Bk, 3WMEXRAFHER,

24 R
L1 RBEBRESITER ZNCEFRESNERETR, BILK
RPLBEZEIRNFE,

[B5—1EE] T8BA, &, TERKM, FBHARAR: BEEF, E-mail: wcj2011ky@163.com
CEAEE] =/REE, Z, TREM, EBMARAME: JLEBFE, E-mail: li_dongxiao@sina.com

<19



FORERRE 2022F118 $29% § 11 1 S516053

W1l LK RER. EIA~FEIB: #HxEA: LE#. THA. AgR4; EIC XENH. Rhk B2 &L
aCOHAR M 4 Farr [hgl19]117p12p11. 2 (15 748 783-20 564 268) x 3, W {oFk®EH KB, ShE 4 4 4. 8Mb.

2.2 aCGHEMAER =)L BR1Tp12pll 2KIHEFE4.8MbA R
ESarr[hgl9]17p12p11.2(15 748 783-20 564 268) X 3(E2),%
SEXEBEE51TMOMIMER, Hh14 M NEBEHEER, 21
REBERYXNEE, BTE/ I RBEHNEENFLATR.

33t
ZEARITPIL2XEESAESERENRENEERY, 5
BEIEEUERBREANGIEHFEEREHER, FRARKX
Nk, BE. FAUMTIEREAKE, NMERAREZENE
BRMY, Hhl7pll 2BEMEE HRISHSMith-MagenisEa
E(SMS)F0Potocki-Lupskir&1E, MEERLSEE XIFAYMH
L ZEHREE, 5 RE—11.3~3.TMbMFE:, BEESERAILE
E, RAILEEENHHESSMSHIPTLSGATEE %",
AP ERNIRE T1FIPTLSE )L, TEXRMANLBIRE,
REGREE. BEEG. EE. DIRE. BRABERESE, B
SEREBRRNY4.8Mb,BETPTLSXEXE, XENEETS51
MRefseqBEE, EFPEHBURHNOMIMERE141, HRRAIL
SREBF1. FLCNZ, FEClinGen. DGV. DECIPHER. OMIMZ
BIRERTHX O HMERA LI, 58)LIGFKRRAZTIEX
HNERARAIL, HUREFSIERE(RAIL)2K130kb, &6
EF, REFZALKHPREFBEYME S EFRTHFISHRM
HEA, RAILEAN—MERRAF, EMEFIRAREKMAKRAE
HiAE, B8AE. BRMNEETRENYE, KBRELEMEET
M, ITRATENERTEED), EARMMOHENRIAKTERER
=, EPRIRMIZARFREEXBIER, RAILES ARSI
1812« T RMIEsHThEE, HIEABRDEATNSRERTEYHE

20 -

ECcLOCKEE R,
EXIREPTLSES A B A/NEL3~152Mb 8], H¥5
XiEFEHN13IMb, FSERAILKEEITNER, RANERMIAN
SHHENBUHERER"", Zhang et al'"ET4EPTLSZIREH L
BN EEXES/EERN125KD, (NASRAILER, HEMEH
REFERAILTTEESSHPTLSRAEMER, BiZeSathiBa TR
ERNTE, PTLSHIERENSNESS Y, GF%8) LBAKS
. IBHEE%. £BRE, 4) HESNSERE, SMES,
JIEBHREAER, IRERRRONESEEM ", irERE
SRPTLSEEOREHRE®. BESLERTY. BEESNR
geE"Y, AHRPER)SEEEEE. BIERK, WFEFH
&, WERH, BRESZIREBR., Ciaccio CHFIANPTLSH
ISRRIMS T, BESEMAANANKERNTRERRAE,
BEEGH—EEEWHA TSR ESE) M5 | SIS0
FaRMHRY; KHRPE)EREENIRESR R,
BRHE, MRENESHERIIBERRT, £EE8)LEHH
I\, FETHMH. BI50EEHRERFRN 2AMRHE
JLE)LEK S, BTFIS1IANESHEY, ZEaAMhE
B, SEMMEEMERER, Kaplan KERELHPTLSEESE
EEREE, RENEEESERE 4. ERTREE,
SRAILERE RAFBEBEBR S ERAREMERE, BEENS
FNSINARRLIETY; SHRPE) | FEREERSZIREE
7%, BERNEEENFEERERP S TAARRE, N
Fift— s BEH MR,
ERIPTLSEBLHEAT NE, WTEEER, KNS

(#5825 1)



JOURNAL OF RARE AND UNCOMMON DISEASES, NOV. 2022 ,Vol.29, No.11, Total No.160

FHREBEER, BEAEXRBARNRBEEEEEES, ELCT
ARNIERZREFEHEMFERNZMMEGERAE, M
MSERCTHRHERER, RRLEIEESEREREIFRA
LBENTMAER. EEILSTHERRGENIEFFZE
MEMFARNTE, HAEXNTFCTOWEXES, E8KDFEH
VBRI B RBBEIRS, FUEXREEIA/ (IERHET
EHRMES, MMeIEFtARRIEH SRS R AInAR
&iE. B, MBARRTREMOERYSTNRE, SRR
R LS THAHRA A0 NN AR SE B & B AR L BRI LR B E
Bo NEXEHMARYCTHNHFLRBIZEARR, ELLAYY
CTIHEERFERM, BLITHIRMEGEEEI KD FIFERTS
HTHIET, EIARRKIHAVARIERNI HEE RN

PR, 15THHMRMEGRNNETRELEE 2
i, EEHNAKDFIREEHPATENESEURS R
B, SEE. ARFEFARIERE, NTiREEAEEER, #
AR SRR R, BN TERET, BtESIR
PRIET ME.

SE

(1] 3k AE, R, Tyaz 7. A el 3L 3R o0 7 2 AR 1R SODWIEK & ) 7] 72 5 W7 5 391 oo 4% 3T Sk
SRR A I R E [T]. 2 5 A 40K, 2018, 25 (3): 252-255.

(212 /N2E, JA B2 47 . Tj SR BRAE WK 57 4 BK & 4 3 90 AR 18 9T 20 AR BT 197 3K K *E

WL F A ¥ IL-10, TNF- o, hs—CRPEy e [T]. w7 [ 45 &0 i % 9 42
%,2018, 16 (6): 785-788.

BlEd, TRT, Bk, §. 85 R OKERG S T 80 AU G 7 1 A8 Fe i %
BBt [T]. 2445 5 T E 2, 2018, 13 (7)1 364-366.

L4109, WA, 5 24, %, X TCTEGRLSE AT & a8 % T LA A 2k
T AE FE 9 4 By B (7). K PR AU & 24 =5, 2020, 39 (7) : 1439-1443.

(5] E 4, sk ob . gk 3R R R A CTE 2 M AR 3035 B o /9 S0 AL (0], o B AR Ah
ks, 2022, 32(5): 588-590.

IHEFHELSFAWERE VRS PEMERTHELSY B (2017)
(7). HERFEELZAZE, 2018, 38(2): 136-144.

(715K E 5, 0, Mz, & LELEMAESL B FAER ML RAT R X Z 4T T].
o A 42 00 N 148 3 22 R, 2021, 23 (6) 1 604-608.

(8] F #f, Fh k. A2 5 30 B0 FF I 4 3 il e ik oA 2 1 RO AE 36 A8 1K R 3% 3 09 00 0 AT
[7]. 4L, 2020, 26 (2): 286-290.

(91 Wkme %, 328, E 4. CTSMRIZE & AR 5 9 W o A 2P 247 [T, E CTARMRI
Ze,2021,19(7): 21-23.

(0] Pk, kB, a4, %, 1. STl R U R AR 78 i i i M5 7% o B 4 W I8
[7]. # ECTAMRIZ¢ =&, 2022, 20 (1) : 24-27.

1)@, EKT, B, & s 3HRT SOk B RS ¥ 30 bUR 5t 7 3 R A% 58 89 %
BBt [J]. 2445 5 T g 2, 2018, 13(7): 364-366.

(121 AR AR 2, 3] B4, &%, %. CTH IE AR 5 s 3R Ry #Um AUR 7 2 14 R AR SL % BT o
Hy R 1], ARALE S EIT, 2018, 24 (5): 8-10.

(WS HHEA: 2022-07-22)
(Rxt4meE: fr 18)

OO

(E#EF2000)

%, EERBEEATETNING. FTHEINEEING. fEllFE
SREHANZKYE, REEEH, BEe0BEY; TR
RORE. ESEEZATIISRAE. NN R IR,
SENGZREING. BSREHEIENINIES,; WFFHR
= QIURE. EWERFARNRANEFFBEATRF. E5
OB ST A LA ERST. BESATN, FREER
EESIIE, FRE252)SAIESETAMEEN, hitE
BEERPTLSEES £ KSR AN ROERIENE, BE
ST E R K R BER™,

% LR, ATFPTLSGAMTRTARSE AFEREER
, UBISKBIZER, EHANLEEERZESTEE—ENRER
¥, TEENE/NTSMbS BNk RES, FtTFRARE
ABERBME)L, RENMarray-CGHAH, BEITHEESS
W7, HEEEIE AR LUERA S R I R AT B B Y,

2EXH

[1]1Brown A,Phelan M C,Patil S,et al.Two patients with duplication of
17p11. 2: The reciprocal of the Smith-Magenis syndrome deletion[J].Am J Med
Gent, 1996, 63 (2): 373-377.

[2]Magoulas PL,Liu P,Gelowani V,et al.Inherited dup(17) (p1l.2pll.2): expanding the
phenotype of the Potocki-Lupski syndrome[J].Am J Med Genet A, 2014, 164 (2): 500-504.

[3]1Shuib S,Saaid N N, Zakaria Z,et al.Duplication 17pll.2 (Potocki-Lupski Syndrome)in
a child with developmental delay[J].Malays J Pathol, 2017, 39 (1): 77-81.

[4]Stankiewicz P, Shaw C J,Dapper J D, et al.Genome architecture catalyzes nonrecurrent
chromosomal rearrangements[J].Am J Hum Genet, 2003, 72 (5): 1101-1116.

[5]Lee C G,Park S J,Yun J N,et al.Clinical and genetic spectrum of 18 unrelated
Korean patients with Sotos syndrome: Frequent 5q35 microdeletion and
identification of four novel NSDI mutations[J].J Hum Genet, 2012, 27 (12): 1586-1590.

6] & 1%, B fH T, P, %.17p11. 2 kM E A Smith-Magenis%A4EFfPotocki-
Lupski £G4 ). P B = fIp B 4 (L FH0, 2017,9 (3): 1-4.

(715K 3%, & £41, KONz, . Smi th-Magenis &3 &-4E 14 R & BOUHR AR (1. 1 K )L ¢
&, 2019, 37(9): 704-707.

[8]Potocki L,Bi W,Treadwell-Deering D,et al.Characterization of potocki-
lupski syndrome (dup(17) (p11.2p11.2)) and delineation of a dosage-
sensitive critical interval that can convey an autism phenotype[J].Am J Hum
Genet, 2007, 80 (4) : 633-649.

[9]Walz K,Paylor R,an J,et al.Rail duplication causes physical and
behavioral phenotypes in a mouse model of dup(17) (p11.2p11.2) [J1.J Clin
Invest, 2006, 116 (11): 3035-3041.

[10]Zhang F, Potocki L, Sampson JB, et al.Identification of uncommon recurrent Potocki-
Lupski syndrome-associated duplications and the distribution of rearrangement
types and mechanisms in PTLS[J]. Am J Hum Genet, 2010, 86 (3): 462-470.

[11]Soler—-Alfonso C,Motil KJ,Turk CL,et al.Potocki -Lupski syndrome: a
microduplication syndrome associated with oropharyngeal dysphagia and failure to
thrive[J].J Pediatr, 2011, 158 (4): 655-659.

[12]Jefferies JL,Pignatelli RH,Martinez HR,et al.Cardiovascular findings in
duplication 17pl11.2 syndrome[J].Genet Med, 2012, 14 (1): 90-94.

[13]Dhanaraj D,Chu A,Pappas JG,et al.Potocki-lupski syndrome in conjunction with
bilateral clubfoot[J].J Pediatr Orthop B, 2015, 24 (4): 373-376.

[14]Ciaccio C,Pantaleoni C,Milani D,et al.Neurological phenotype of Potocki-Lupski
syndrome [J]. Am J Med Genet A, 2020, 182 (10):2317-2324.

[15]Mullegama S V,Alaimo J T,Fountain MD,et al.RAI1 Overexpression Promotes Altered
Circadian Gene Expression and Dyssomnia in Potocki-Lupski Syndrome[J].J Pediatr
Genet, 2017, 6 (3): 155-164.

[16]Franciskovich R, Soler-Alfonso C,Neira-Fresneda J,et al.Short stature and growth
hormone deficiency in a subset of patients with Potocki-Lupski syndrome: Expanding
the phenotype of PTLS[J].Am J Med Genet A, 2020, 182(9):2077-2084.

(4efsEEA: 2022-02-16)
(Bxi4wiE: . 18)

+ 25



