CILT : 13 SAYI : 4 ARALIK 1979

Chromosomal Studies in Cleft Lip
And/Or Palate ( '

Bekir Sitki $AYLI, M. D. {1} — Sakir AKCA, DDS (2)
Samimi DEMIRALP, DDS (2) — Selahattin OR, DDS (2)

Cleft lip and/or palate is an entity created by both hereditary
and non-hereditary factors, thus constituting a heterogenous group
in nature. It is commonly associated with other congenital malfor-
mations, and is seen in such conditions as D- and E-group trisomy
syndromes.

In this report findings are given in a group of patients with the
condition with special attention to the chromosome constitutions.

Materials and Methods

There were 20 patients with cleft lip and/or palate from diffe-
rent parts of the Country. Their distribution with respect to the age,
sex, and other relevant clinical findings are shown in the Tables.
Standard 3-day lympochyte cultures were set up for each case, and
the karyotypes analysed by the routine Giemsa technique.

(*) Reported in VI. Balcanic Medical Congress.
(1) Ankara University Medical Faculty. Dept of Genetic.
(2) Ankara University Faculty of Dentistry. Dept. of Oral Surgery.
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Observations

For relevant data pertaining to the patients were summarized
in the Tables, only chromosome studies are to be considered.,

TABLE : |
No. of Cases Age Sex  Clinical Finding

1 3 F CLP

2 5 M CLP

3 3 F CLP

4 4 F CLP

b 2 M CLP

6 2 M CLP

7 6 M CLP

8 6 M CcpP

9 4 M CP

10 2 M CP 4 Other relevant cli-

nical findings
11 1 M CP 4 Other relevant cli-
nical findings

12 L) M CpP

13 3 F CP

14 2 F CP

15 4 F CL

18 4 F CL

17 5 M CL

18 6 M CL

19 2 F CL

20 Tm. F Median CLP and other

relevant clinical findings

<4330 —



TABLE : Il

No. of Cohromosomal
Cases Finding Clinical Finding

1 46, xx, inv (2) - Pericentric in- CLP
version No: 2 i

rid 46, xx, i (2p) - Isochromosome CLP
of No: 2 for short arm.

3 46, xy, - abnormalities of No: 2 CLP

and 12

4 47, xy, + 13 CP 4-other relevent clinical
findings

5 46, xy, / 47, xy, + 13 CP 4-other relevent clinical
findings

6 45, xx, - 18/47, xx, + 21 Median Cleft Lip and Pala-
te + other relevant clinical
findings

Out of 20 patients 14 revealed no numerical or structural chro-
mosom aberrations. In the remaining 6 there were both structural
and numerical abnormalities as fellows :

1. In one case with cleft lip and palate, modal chromosome
number was reported to be 46 and sex chromosome constitution as
XX. In about 50 percent of the cells so far analysed, there were
3 No. 1 chromosomes indisguishable from each other; therefore, it
has been considered that a pericentric  inversion of No. 2 was
involved.

5 In the second patient with again cleft lip and palate, 46, XX.
2pi abnormality was found. The incidence of abnormal karyotypes
was about % 50.

3. The third case with cleft lip and palate was a male with 46,
XY constitution, but assymmetrical constellations of Nos. 2 and 12
were noted.
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birth weight, 'hypertelorism. epicanthq| folds, micrognoﬁhia and an
¢bnormaqyj €ar helix. -

The |ast case with the condition exhibited q 45, XX.-E/47,
XX + G Mosaicism. |n this case too in addition to the median cleft
lip ang Palate other congenitg) molform-otions were observed:
mainly, miorocecholy, a low-brith weight, closed Crainiq| Sutures, g
Prominent Occiput, short neck, epicanthys, microphthurmy on the

., @ peculiar dermotoglvphr’c Pattern ang Spasticity, Her body measy-
réments were as follows while she was 1-month old: heaqd circumfe-
rence, 27 cm; chest circumference, 31; height, 475 cm, and weight,

different works.

It seems clear that more studies qgre réquired tg establish the
chromosomal basis of the cleft lip and/or palate,



