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Location Phenotype number Inheritance key Gene/Locus number
2p24 3 Short stature, optic nerve atrophy, and Pelger-Huet 614800 AR 3 NBAS 608025
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A number sign (%) is used with this entry because of evidence that short stature, optic nerve atrophy,
and Pelger-Huet anomaly (SOPH syndrome) is caused by homozygous mutation in the NBAS gene
(608025) on chromosome 2p24.
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NBAS

(neuroblastoma amplified sequence)

Koanpyet 6enok ¢ gBymMsa JOMeEHaMW
NeNUNHOBbLIX MOJTHUW, AOMEH CUTHaTYpbI
pnbocomHoro 6enka S14 n Sec39-nogodHbIN
OOMEH.

benok, kak cyntaeTcs, y4acTBYET B
TpaHcrnopTe U3 annaparta [onbmkn B IP.




ATpoduA 3pUTENBHOrO HEPBa

3penbie  Heumpousbl UMeMm
copmy s0pa toHbIX (Muernoyumos
u Memamuerioyumos), a
M10MHOCMb XpoMamuHa u
3epHUCMOCMb COOMEemcmeytom
3pesiol  Kremke. 50po moxem

6bIMb: Kpyarioe; 08aslbHOE;
6o0b0o8uUOHOE; 2aHmMesrieguOHoe; 8
gude rodkoebl; 08ydorib4amoe;
mpexdonibdamoe; 8 aude ro4Yku; 8
opmMe 04YKO8; C repemsikKKoul
rnocepeduHe; ¢opmMe MecoYHbIX
4yacos.




lable 1 Chnical Teatures at first diagnosis in 34 Yakut patients with short stature with optic atropny ana
Pelger—Huét anomaly (SOPH) syndrome

Frequency; numbers of patients who had each clinical
feature (percentage)

Sex
Women Men Total
Number of patients 22 12 34
Constitution
Normal length at birth 11 (50) 9 (75) 20 (58)
Postnatal growth failure 22 (100) 12 (100] 34 (100)
Craniofacial faaturss
Brachycephalic skull 20 (90.9) 10 (83.3) 30 (88.2)
Hypoplasia of frontal and parietal tubers 20 (90.9) 11 (92) 31 (91.2)
Narrow forehead 20 (90.9) 11(91.7) 31191.2)
Long senile face 21 (95.4) 12 (100) 33 (972.1)
Small features of face 19 (86.4) 10 (83.3) 29 (85.3)
Facial asymmetry 19 (86.4) 5(41.7) 24 (70.6)
Straight nese with prominent glabella 19 (86.4) 12 (100] 31191.2)
Thick/bushy eyebrows 15 (68.2) 9 (75) 24 (70.6)
Small orbit 22 (100) 11 (91.7) 33 (97.1)
Bilateral exophthalmos 20 (90.9) 11 (91.7) 31(91.2)
Hypertelorism 3 (13.6) 2 (16.7) 5 (14.7)
Epicanthus 16 (72.7) 6 (50) 22 (64.7)
Hypoplastic cheekbone 21 (95.4) 12 (100) 33 (97.1)
Long philtrum 19 (86.4) 9 (75.0) 28 (82.4)
Thin lips 20 (90.9) 8 (66.7) 28 (82.4)
Body and extremity features
Short neck 19 (86.4) 11 (91.7) 30 (88.2)
Loose and senile skin 22 (100) 12 (100) 34 (100)
Depressed turgor of tissue 22 (100) 12 (100) 34 (100)
Fine hair 17(71.3) 8 (66.7) 25 (73.5)
Hypermobiity of small joints 20 (90.9) 10 (83.3) 30 (88.2)
Muscular hypotonia 18 (81.8) 10 (83.3) 28 (82.4)
Micromelia 22 (100) 12 (100) 34 (100)
Brachydactyly 22 (100) 12 (100] 34 (100)
Syndactyly 1(4.6) 1(8.3) 2 (5.9)
Simian crease 3(13.6) 2(16.7) 5(14.7)
Wide fest with high arch 19 (86.4) 11 (91.7) 30 88.2)
Sandal chink 18 (81.8) 8 (66.7) 26 (76.5)
Wide big toe 18 (81.8) 8 (66.7) 26 (7€.5)
Ophthalmological findings
Bilateral optic nerve atrophy 22 (100) 12 (100) 34 (100)
Strabismus 6(27.2) 3(25.0) 9 (26.5)
Pigmented nevus 1(4.6) 1(8.3) 2 (5.9)
Myopia 9 (40.9) 3(25.0) 12 (38.3)
Hypermetropia 1 (4.6) 2 (16.7) 318.8)
Radiological findings
Dclay of chrenological age 7 (31.8) 7 (58.3) 14 (41.2)
Neurclogical findings
Normal intallectual functicn 21 (95.5) 12 (100) 33 (97.1)
Pathology of other systems
High voice with harsh timber 21 (95.5) 11 (91.7) 32 (94.1)
Hypoplasia of uterus 4 (18.2) 0 4(11.8)
Insulin dependent diabetes 2 (9.1) 0 2 (5.9)

Hypoplasia of thyroid gland 2(9.) 1(8.3) 3 (8.8)




A —manbuuk, 10 net

bpaxvuedrans. Y3kum oo,
ONVUHHOE acCUMETPUYHOE
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KeHwwuHa, 21 roa.
Pagunorpamma
rpyaHoro otaena
NO3BOHOYHUKA.
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