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Prenatal Diagnosis of Increased Nuchal Translucency in the
Wolf-Hirschhorn Syndrome and Triple X Karyotype
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The first studies showing an association between first trimester nuchal thickening and chromosomal abnormalities
came in the early 1990s, when localized nuchal fluid was considered to represent cystic hygromas with a high
propensity for the development of fetal hydrops and diffuse edema. The measurement of nuchal translucency in first
trimester is becoming more routine practice in recent years for screening Down syndrome. The association between
increased nuchal translucency and other chromosomal abnormalities is frequently cited. The Wolf-Hirschhorn syndrome
is characterized by severe growth restriction and mental retardation, distinct facial anomalies, midline defects, and other
congenital anomalies. And 47, XXX karyotype is significant phenotypic variation, amenorrhea, genitourinary tract
abnormalities, pulmonary hypoplasia, and agenesis of gallbladder. But cystic hygroma is very rare incidence in this

syndrome and karyotype.

We experienced Wolf-Hirschhorn syndrome and 47, XXX karyotype in a fetus of intrauterine pregnancy at 12+5
weeks diagnosed by prenatal increased nuchal translucency who was terminated because of ultrasonic demonstration of
hydrops. Thus, we report two cases with brief review of the literature.

Key words: Nuchal translucency, Wolf-Hirschhorn syndrome, 47, XXX karyotype

N E 2 EFoz SA Ao Alet AAA A, A4l

dhkatolje} vkzl S5 Holtk EAA Q] tiokst I+

Wolf-Hirschhorn F¥-1-2 ojg] 7} EAZ Q] o 718, AHA A8, A Z47)8S Hojo A B

718S Hol= FAA A4 Zglo|tk 1961 Hirschhorn A 2 ol 34% o] AMYES Holil, 15% HE+=

3} Cooper7} Bi G A AA T} FHlbete] S §3 B GAA| 713 Aol Qlrk AF7HA] AR gL

B (midline fusion defect)o] Q= ojPo|E XHSo0= EFHYL FHtE FAE= v =E0] 1991 Verloes
R I13}9a1, 1965 Wolf F-o] v]5=3t 722} 37 9 K o]% gigich

Wolf-Hirschhorn 3720 &2 wslgict o]2]3t ol 47, XXX HAIA| 9] 7-¢- A& oo} 1,0007 T 175 2] dF

ARIES Holm F2 of oA 2a}d LS B

7222l : 2007, 6. 29. o QAL TReFSE 9E 7ES S| E S| e

T e o A} £AL Ho|] ARdo] Bdu] By 2710} &

E-mail: drsook@schch.co.kr

- 3y -



27335| 9| 621, Wolt-Hirschhorn Z&3} 47,XXX karyotypeOf| A A% ZIEHEl Ejor=2n| S 57}

Fig. 1. Ultrasonoram at 12+5 weeks showing increased

nuchal translucency: 9 mm.
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Fig. 3. The result of chromosomal study at 12+5 weeks:

46,00,del(4) (p16).
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Fig. 4. Ultrasonoram showing increased nuchal trans—

lucency: 3.7 mm.
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