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Vascular anomalies of the skin represent a 
(�)*+,*�-+./0�.1�2.3-*3�456�.+�*5+67	.3,*4�
lesions that frequently prompt medical 

*)56/54�.3��3�0*(�54+�2�0.0/654�.3,�89:�;��<64=./-=�
these lesions can appear at any age, they are often 
(*4*24*(�54�?�+4=�.+�@�4=�3�4=*�A+,4�@**B,�4.�C.34=,�

.1�6�1*�8
;��<22.+(�3-�4.�4=*�2.34*C0.+5+7�265,,�A25	
tion by the International Society for the Study of 
Vascular Anomalies (ISSVA), vascular anomalies 
are broadly subdivided into two principal catego	
ries: vascular tumors (predominantly infantile 
hemangiomas) and vascular malformations (capil	
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lary, venous, lymphatic, arteriovenous, or com	
?�3*(!�8��:�9;�

Infantile hemangiomas (the most common vascu	
lar tumors in infancy) are characterized by a prolifer	
ative phase followed by partial or complete involu	
4�.3�8��:��;���3�2.34+5,4:�)5,2/65+�C561.+C54�.3,:�
�326/(�3-�)5,2/65+�3*)���0.+4	@�3*�,45�3,:�.+�3*)/,�
J5CC*/,!:�5+*�,4+/24/+5667�,45?6*�6*,�.3,�4=54�(.�3.4�
undergo the rapid growth or regression phases seen 
�3�=*C53-�.C5,�8��:��;��K5,2/65+�3*)�:��3�05+4�2/65+:�
are congenital capillary malformations that manifest 
5,�0�3B�4.�+*((�,=	0/+06*�C52/65+�6*,�.3,�.3�4=*�,B�3L�
they may progressively darken and thicken over time, 
(*0*3(�3-�.3�6.254�.3�53(�(*04=�8�:�#;��<64=./-=�
often benign in clinical course, these lesions can be 
5,,.2�54*(�@�4=�,�-3�A2534�0,72=.,.2�56�53(:��3�2*+	
45�3�25,*,:�1/324�.356�2.C06�254�.3,�M�*,0*2�5667�
@=*3�5N*24�3-�2.,C*4�25667�.+�1/324�.35667�,*3,�4�)*�
areas such as the face or the periocular region.

The complexity of vascular anomalies necessitates 
a thorough diagnostic approach, which may include 
physical examination, imaging studies (e.g., Doppler 
ultrasonography, MRI), and, if indicated, histo	
054=.6.-�256�5,,*,,C*34�8��;��U5+67�53(�522/+54*�
diagnosis is critical to differentiate potentially 
,*61	6�C�4�3-�6*,�.3,��,/2=�5,��31534�6*�=*C53-�.C5,!�
from those requiring active intervention (e.g., large 
or symptomatic vascular malformations). Moreover, 
2*+45�3�)5,2/65+�53.C56�*,�253�?*�6�3B*(�4.�,73(+.	
C�2�0+*,*3454�.3,�M��4/+-*	W*?*+�,73(+.C*�53(�
XY<&U�,73(+.C*�?*�3-�0+�C*�*Z5C06*,�M�@5++534	
ing interdisciplinary evaluation by pediatricians, 
dermatologists, ophthalmologists, neurologists, and, 
�1�3**(*(:�-*3*4�2�,4,�8�
;�

The aim of the study is to identify the main clini	
cal and genetic features of a rare case of vascular ne	
vus in a child and to determine the diagnostic crite	
+�5�4=54�566.@�4�C*67�(�N*+*34�54�.3�.1�4=�,�054=.6.-7�
from other vascular malformations. The study is 
aimed at analysing phenotypic manifestations, ge	
netic markers, and their association with growth 
disorders of the musculoskeletal system, which will 
optimise the approach to diagnosis, treatment, and 
prevention of possible complications.

The present study is a retrospective analysis of a 
clinical case of a rare vascular nevus in a child, per	
formed at the Ternopil Regional Children’s Clinical 
Y.,0�456:�\*+3.0�6:�$B+5�3*��\=*�054�*34:�5��	7*5+	
old girl, presented with complaints of gait distur	
bance and congenital skin pigmentation abnormali	
4�*,��&6�3�256�1.66.@	/0�@5,�2.3(/24*(�1.+�5�7*5+�4.�

assess the progression of the vascular malformation 
and its impact on the musculoskeletal system.

\=*�26�3�256�*Z5C�354�.3��326/(*(�5�-*3*+56�*Z5	
mination, assessment of skin pigmentation, limb 
asymmetry, and gait analysis. Orthopaedic examina	
tion included assessment of pelvic alignment, detec	
4�.3�.1�,2.6�.,�,:�53(�4=*�<(5C,�4*,4��̂ 	+57�*Z5C�35	
4�.3�.1�?.4=�6.@*+�*Z4+*C�4�*,��3�534*+�.+	0.,4*+�.+�
0+._*24�.3�@5,�0*+1.+C*(�4.�(*4*24�?.3*�6*3-4=*3�3-�
and structural abnormalities.

Genetic analysis was performed using the next   
generation sequencing (NGS) technique with target 
enrichment based on hybridisation processed using 
�66/C�35�4*2=3.6.-7�8� ;��%�<�,*{/*32�3-�@5,�0*+	
formed at the laboratory of Labcorp Genetics, Inc. 
���##���4=��4+**4:��53�}+532�,2.:�&<�9��#�:��.��
#�%�#�#

 !��\=*�53567,�,�@5,�1.2/,*(�.3�,0*2�A2�
genomic regions associated with phacomatosis and 
vascular malformations, including the Invitae He	
reditary Solid Tumour Panel, additional pediatric 
,.6�(�4/C./+�0+*	(�5-3.,4�2�-*3*,:�4=*��3)�45*�Y*	
+*(�45+7�X5+5-53-6�.C5	X=*.2=+.C.274.C5�X53*6:�
and additional paraganglioma and pheochromocy	
4.C5�0+*	(�5-3.,4�2�-*3*,��\=*�.?45�3*(�,*{/*32*,�
@*+*�56�-3*(�4.�4=*���&=�
�+*1*+*32*�-*3.C*:�53(�
exonic deletions and duplications were detected using 
the internal copy number algorithm. For quality con	
trol and confirmation of the expected genetic sex, 
C5+B*+,�.3�4=*�̂ 	�53(��	2=+.C.,.C*,�@*+*�53567�*(�

The study was carried out in accordance with the 
principles of the Declaration of Helsinki. The in	
formed consent of the children’s parents was ob	
tained for the research.

�����������	

\=*�26�3�256�25,*�.1�5��	7*5+	.6(�054�*34�?.+3�1+.C�

5�1/66	4*+C�0+*-35327�@�4=�53�/32.C06�254*(�0*+�	
natal history was analyzed. At birth, extensive hy	
perpigmentation of the skin in the form of large pale 
red spots of various sizes and shapes was observed on 
the right lower extremity. The child had normal 
growth and developmental milestones. A year before 
the visit, the mother reported progressive lameness 
of the left leg, with no history of trauma.

&6�3�256�*Z5C�354�.3�+*)*56*(�6*14	,�(*(�65C*3*,,:�
pelvic displacement with a leftward tilt, asymmetri	
cal location of the shoulder and pelvic triangles. 
There was a deviation of the spinal axis to the left. 
There was a discrepancy in the length of the limbs: 
4=*�+�-=4�6*-�@5,���2C�6.3-*+�4=53�4=*�6*14���3�5((�	
tion, the circumference of the right thigh and lower 



� � � � � � � � 	 � 
 � 	 � � 
 � � � � � � 
 � � � � � � � � � � � � � � � � � � � � � � � �
ÊË²Í²×ÍÈÉ ÂÈÏÀÄÎÊ

���������	
���   �
���������������� �������  ���� !"�#�� 155

leg at the level of the middle third exceeded the same 
�3(�254.+�.1�4=*�.00.,�4*�6�C?�?7�����2C�53(���2C:�
+*,0*24�)*67��\=*�+�-=4�1..4�@5,�6*3-4=*3*(�?7���2C�
compared to the left, and hypertrophy of the right 
gluteal region was observed. The Adams test with a 
forward tilt was negative. After compensatory eleva	
4�.3�.1�4=*�6*14�6�C?�?7���2C:�4=*�,0�356�2/+)54/+*�@5,�
eliminated, and the pelvic alignment was normalized. 
Dermatological examination of the right lumbar re	
gion revealed extensive hyperpigmentation, charac	
4*+��*(�?7�C/64�06*�@*66	(*A3*(:��++*-/65+67�,=50*(:�
pale red spots that did not rise and were painless to 
palpation. Compression of the lesion did not lead to 
complete pallor, although a slight decrease in colour 
intensity was noted. The right thigh, lower leg, and 
dorsum of the foot were densely covered with mul	
4�06*�0.+4	2.6./+*(�,0.4,�.1�)5+7�3-�,��*,�@�4=�26*5+67�
(*A3*(�*(-*,��}�-���!���3�4=�,�25,*:��4��,��3(�254�)*�.1�
a complex vascular malformation involving both skin 
and musculoskeletal structures, which required fur	
ther radiological and genetic testing.

�Comparative anteroposterior radiography of both 
tibiae revealed an anatomical lengthening of the right 
4�?�5:�@=�2=�@5,�500+.Z�C54*67���2C�6.3-*+�4=53�4=*�
contralateral limb. The epiphyseal growth plates of 
the tibia and distal femur metaphyses remained open, 
�3(�254�3-�.3-.�3-�,B*6*456�C54/+54�.3��}�-���!��\=*,*�
A3(�3-,�2.3A+C*(�4=*�26�3�256�0�24/+*�.1�5,7CC*4+�2�
limb growth and indicate the presence of a vascular 
C561.+C54�.3�5N*24�3-�?.3*�(*)*6.0C*34�

Accelerated growth of bones and muscles of the 
right leg, extensive vascular malformation in the form 

.1�5�65+-*�0.+4	2.6./+*(�,0.4:�53(�6.256��*(�1*)*+�.1�
4=*�5N*24*(�6�C?�+5�,*(�,/,0�2�.3�.1�5�0=52.C54.,�,�
spectrum disorder. Phacomatoses are characterised 
by characteristic skin manifestations, often accompa	
nied by neurological and systemic lesions. In early 
childhood, dermatological signs usually precede the 
onset of neurological and other systemic symptoms, 
+*{/�+�3-�5�4=.+./-=�*Z5C�354�.3�53(�6.3-	4*+C�
1.66.@	/0�4.�*,45?6�,=�5�(*A3�4�)*�(�5-3.,�,�

Preliminary clinical diagnosis: Phacomatosis? 
Unequal length of the lower extremities due to ana	
tomical elongation of the right leg. Unstructured 
6*14	,�(*(�,2.6�.,�,�

%�N*+*34�56�(�5-3.,�,�@5,�25++�*(�./4�@�4=�3�4=*�
,0*24+/C�.1�)5,2/65+�C561.+C54�.3,�265,,�A*(�5,�0=5	
comatoses, which cover a number of neurocutaneous 
syndromes with vascular, neurological, and systemic 
manifestations. The main conditions considered were:

• 3*/+.A?+.C54.,�,���}!�470*�����*2B6�3-=5/	
sen’s disease);

• 4/?*+./,�,26*+.,�,�2.C06*Z���.+3*)�66*MX+�3-	
le syndrome);

• 0�-C*34*(�/+�35+7��32.34�3*32*���6.2=M�/6�	
berger syndrome);

• �6�00*6M\+*35/357MW*?*+�,73(+.C*L
• �4/+-*MW*?*+�,73(+.C*�
�*/+.A?+.C54.,�,�470*,���53(��:�56,.�B3.@3�5,�

Recklinghausen disease, represent the most common 
0=5B.C54.,*,�8 ;��\=*,*�2.3(�4�.3,�5+*�C/64�,7,	
temic, autosomal dominant neurocutaneous disor	
ders characterized by the involvement of the skin, 
central and peripheral nervous systems, skeletal 

B�C��D��6��������>�*����F��
�����G�����H��>��>����I������G B�C��E��J��������*�������H���
��F�G��
���G���
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structures, endocrine organs, gastrointestinal tract, 
53(�)5,2/65+�@566,�8��;��\=*�/3(*+67�3-�-*3*4�2�05	
4=.6.-7��3).6)*,�C/454�.3,��3�4=*��}��-*3*�6.254*(�
.3�4=*�6.3-�5+C�.1�2=+.C.,.C*��
���
{����!:�6*5(	
�3-�4.�(7,+*-/654�.3�.1�2*66�0+.6�1*+54�.3�8��;��\=*�
�34524��}��566*6*:�1./3(�.3�4=*�=.C.6.-./,�2=+.C.	
some, encodes neurofibromin, a tumor suppressor 
0+.4*�3��\=*�6.,,�.1�1/324�.3��3��}��+*,/64,��3�/32.3	
trolled cell growth, leading to the development of both 
?*3�-3�53(�C56�-3534�3*.065,C,:��326/(�3-�3*/+.	
fibromas, schwannomas, and malignant peri pheral 
3*+)*�,=*54=�4/C.+,��3*/+.A?+.,5+2.C5,!�8�#;�

�*/+.A?+.C54.,�,��,�265,,�A*(��34.�4=+**�C5_.+�
,/?470*,���}�:�522./34�3-�1.+�500+.Z�C54*67�9���.1�
25,*,L��}�:�+*0+*,*34�3-���L�53(�,2=@533.C54.,�,�
��W�!:�@=�2=�2.C0+�,*,�6*,,�4=53����.1�25,*,��<2	
cording to the international consensus guidelines, 
�}��53(�,2=@533.C54.,�,�=5)*�?**3�+*265,,�A*(�
under the term Schwannomatosis (SWN). The clin	
ical phenotype of NF is primarily characterized by 
4=*�0+*,*32*�.1�C/64�06*�3*/+.A?+.C5,�56.3-�0*+�0=	
*+56�3*+)*,:�4=./-=�-*3.470*	0=*3.470*�2.++*65	
tions remain weak, making predictive diagnosis 
based on genetic mutations challenging. Approxi	
C54*67��#��.1��}��25,*,�5+�,*�1+.C�(*�3.).�C/45	
tions, further complicating early genetic screening. 
\=*�26�3�256�(�5-3.,4�2�2+�4*+�5�1.+��}���326/(*�4=*�
0+*,*32*�.1�,�Z�.+�C.+*�251�	5/	65�4�C52/6*,:�54�6*5,4�
4@.�3*/+.A?+.C5,:�5�C�3�C/C�.1�4@.���,2=�3.(/6*,�
on the iris, and skeletal abnormalities such as scoli	
osis. In the case under study, these key diagnostic 
features were absent. The patient exhibited no mul	
4�06*�3*/+.A?+.C5,:���,2=�3.(/6*,:�.+�251�	5/	65�4�
C52/6*,:�*N*24�)*67�+/6�3-�./4��}�5,�4=*�0+�C5+7�
(�5-3.,�,��Y.@*)*+:�-�)*3�4=*�,�-3�A2534�6�C?�5,7C	
metry and extensive vascular malformation, alterna	
4�)*�(�N*+*34�56�(�5-3.,*,�@�4=�3�4=*�0=5B.C54.,�,�
spectrum were considered, with a particular focus on 
�6�00*6M\+*35/357MW*?*+�,73(+.C*�8��;�

Tuberous sclerosis complex (TSC), also known as 
�.+3*)�66*MX+�3-6*�(�,*5,*:��,�5�+5+*�-*3*4�2�(�,.+(*+�
characterized by the formation of benign tumors in 
many organs and tissues, including the brain, heart, 
,B�3:�*7*,:�B�(3*7,:�53(�6/3-,�8�;��\=*�(�,*5,*��,��3	
herited in an autosomal dominant manner and is 
25/,*(�?7�C/454�.3,��3�4=*�\�&��53(�\�&��-*3*,�
6.254*(�.3�2=+.C.,.C*,�9{���53(���0����:�+*,0*2	
tively. These genes encode hamartin and tuberin, 
4/C./+�,/00+*,,.+�0+.4*�3,�4=54�+*-/654*�2*66�0+.6�	
fe ration and tissue growth. Mutations in these genes 
lead to dysregulation of the activation of the mTOR 

pathway (a mechanical target of rapamycin), which 
promotes excessive cell growth and leads to the 
@�(*,0+*5(�(*)*6.0C*34�.1�=5C5+4.C5,�8�:�9;��\=*�
tuberous sclerosis complex is characterized by a wide 
range of clinical manifestations, mainly neurological, 
dermatological, and systemic signs. The classical 
triad of Vogt’s TSC includes epileptic seizures, 
@=�2=�5+*�.?,*+)*(��3�
#	 #��.1�5N*24*(�2=�6(+*3�
53(�.14*3�C53�1*,4�(/+�3-�4=*�A+,4�7*5+�.1�6�1*�0+.	
gressive intellectual disability, cognitive impairment 
of varying degrees, often associated with autism 
spectrum disorders and behavioural abnormalities 
53(�152�56�53-�.A?+.C5,��,*?52*./,�-653(�5(*3.	
C5!�M�0�3B�.+�+*((�,=	?+.@3�050/65+�6*,�.3,:�C5�3	
ly located on the central part of the face, in particular 
on the nasolabial folds, chin and forehead.

&/453*./,�C53�1*,454�.3,�.14*3��326/(*�=70.C*	
lanotic macules (ash spots), shagreen patches, and 
0*+�+5(�56�A?+.C5,:�3.3*�.1�@=�2=�@*+*�.?,*+)*(��3�
this clinical case. Due to the genetic heterogeneity 
and variable expression of TSC, the International 
&.3,*3,/,�&.31*+*32*�.3�\/?*+./,��26*+.,�,���#��!�
revised the diagnostic criteria, emphasising the need 
1.+�-*3*4�2�4*,4�3-�1.+�*5+67�53(�522/+54*��(*34�A25	
4�.3�.1�4=*�(�,*5,*�8��:�#;��X54=.-*3*4�2�)5+�534,�.1�
\�&��.+�\�&��2.3A+C�4=*�(�5-3.,�,:�*,0*2�5667��3�
cases with an ambiguous clinical picture.

The patient in this study had localized vascular 
pigmentation on the lower extremity without the 
0+*,*32*�.1�C/64�06*�A?+./,�,B�3�3.(/6*,:�53-�.A?+.	
mas, or other dermatological features characteristic 
of TSC. Moreover, neurological symptoms such as 
seizures or developmental delay were absent, which 
also excluded the diagnosis of tuberous sclerosis. In 
)�*@�.1�4=*,*�A3(�3-,:�\�&�@5,�*Z26/(*(�5,�5�0.4*3	
tial underlying pathology in favour of vascular nevus 
with clear clinical and genetic characteristics.

U32*0=56.4+�-*C�356�,73(+.C*���4/+-*MW*?*+M
Krabbe syndrome) is a rare congenital developmental 
disorder that causes multiple angiomas, skin and eye 
53-�.C5,�8�;��H537�054�*34,�(*)*6.0�3*/+.6.-�256�
and psychiatric health problems, such as hemiparesis, 
as well as intellectual disability and epilepsy, due to 
damage to the second or first branch of the nerve, 
@=�2=�6*5(,�4.�C/64�06*�0.+4	2.6./+*(�,0.4,�.3�4=*�
152*��\=*�(�,*5,*�=5,�4=+**��(*34�A5?6*�26�3�256�470*,:�
�326/(�3-�25,*,�@�4=�6*04.C*3�3-*56�53-�.C5�4.	
gether with facial angiomas that lead to glaucoma, as 
well as patients who develop facial angiomas alone 
and patients with leptomeningeal angioma that does 
not lead to glaucoma. Glaucoma and central nervous 
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system lesions accompany the main clinical picture of 
4=�,�2.3(�4�.3:�56.3-�@�4=�0.+4	2.6./+*(�,0.4,�.3�4=*�
152*�4=54�1.+C�C/64�06*�A?+./,�-+.@4=,��\=*�054�*34�
did not have facial involvement, as the dark purple 
port wine stains were only on her lower legs. The re	
sults of eye pressure measurements were normal, and 
the child demonstrated typical developmental signs 
without neurological abnormalities, which allowed to 
*Z26/(*��4/+-*MW*?*+M�+5??*�,73(+.C*���/C*+./,�
clinical markers excluded the diagnosis of encepha	
6.4+�-*C�356�53-�.C5:�@=�2=�2.3A+C*(�4=54�4=�,�)5,	
cular disease corresponds to the characteristics of a 
vascular nevus, rather than a lesion of the central ner	
vous system and facial neurocutaneous syndrome.

�6.2=M�/6�?*+-*+�,73(+.C*��(*-*3*+54�)*�C*65	
nosis) is a rare hereditary disease manifested by 
mottled pigmentation of the skin of a child’s body. 
\=*�A+,4�,�-3,�.1�4=*�(�,*5,*�5+*�(*4*24*(��3�4=*�A+,4�
��@**B,�.1�5�3*@?.+3�,�6�1*�8��:��;��\=*�2./+,*�.1�4=*�
disease is characterized by a clear sequence. Initially, 
5�)*,�2/65+	?/66./,�+5,=�.22/+,:�@=�2=�4+53,1.+C,�
�34.�B*+54.4�2�065{/*,��<4�4=*�5-*�.1���M�#�@**B,:�
pigment spots appear and gradually transform into 
linear atrophic depigmented areas of the skin, which 
does not coincide with our clinical observation.

The clinical syndrome is known as Cavernous Cu	
taneous Angiomatosis and Osteohypertrrophy (Klip	
0*6M\+�35/3*7MW*?*+��73(+.C*!��\=�,�)*+7�/3	
common and interesting syndrome shows various 
malformations of skin and vascular structures in or	
-53,�53(�4�,,/*�8�
:� ;��\=*�2.C06*Z�)5,2/65+�(�,.+	
(*+�.1�4=*�X���&<�-*3*�,.C54�2�C/454�.3�25/,*,�
excessive growth throughout the body. The condi	
tion leads to increased Fibroadipose overgrowth to	
-*4=*+�@�4=��*C�=70*+4+.0=7	C/64�06*�6�0.C54.,�,�
while causing developmental blood vessel anomalies 
53(�*0�(*+C56�3*)��53(�5N*24,�,B*6*456�?.3*�1.+C5	
4�.3��,B*6*456	,0�356�,73(+.C*!��3�5((�4�.3�4.�C52	
rodigitism and megalencephaly, which follows the 
-*3.470�2	0=*3.470�2�2.++*654�.3��\=*�C5�3�26�3�256�
features of the condition include a combination of 
cutaneous birthmarks and nevi, together with vascu	
lar tumors that manifest on the patient’s limb as well 
as soft tissue and bone enlargement and venous and 
67C0=54�2�(/24�(�654�.3�8�#;����-3,��326/(*�53�*3	
65+-*(�,/+152*�5+*5�5N*24*(�?7�4=*�=5C5+4.C5:�4.	
gether with tissue hypertrophy. Doctors can see the 
hemangioma of a baby at birth, along with its size and 
,=50*:�@=�2=�C57�(�N*+�1+.C�.3*�53.4=*+:�@=�6*��4,�
vascular nevi are typically faint pink. The excessive 
?6..(�J.@�54�4=*�5N*24*(�5+*5�*Z053(,�53(�6*3-4=*3,�

the limb, while potential arteriovenous connections 
C57�56,.�(*)*6.0�8�;���5(�.6.-�256��3)*,4�-54�.3,�+*	
veal elongation and density increase in bone struc	
tures of the limb, which causes the limb to grow dis	
proportionally and distorts spinal formation. The 
phenotype of our clinical observation matched this 
syndrome the most, which led us to conduct DNA 
-*3.C�2�4*,4�3-�1.+�(�N*+*34�56�(�5-3.,�,�

Given the patient’s complex phenotypic presenta	
tion, which included a combination of an extensive 
vascular malformation, asymmetric limb growth, and 
orthopedic abnormalities, a more detailed approach 
4.�(�N*+*34�56�(�5-3.,�,�@5,�+*{/�+*(����32*�4=*,*�
clinical signs can be characteristic of various pha	
komatoses, molecular genetic analysis was necessary 
4.�(*4*+C�3*�4=*�,0*2�A2�*4�.6.-7�.1�4=*�054=.6.-7�

\.�+*A3*�4=*�(�5-3.,�,:�3*Z4	-*3*+54�.3�,*{/*32	
�3-�����!�.1�
��-*3*,�@5,�0*+1.+C*(:�2.)*+�3-�C5	

B�C��F��L�����F��>��=N���H�>��
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_.+�-*3*4�2�C5+B*+,�5,,.2�54*(�@�4=�0=5B.C54.,*,�
and vascular malformations. The analysis included 
the following genetic panels:

• invitae hereditary pediatric solid tumors panel;
• 5((	.3�0+*6�C�35+7	*)�(*32*�-*3*,�1.+�0*(�54	

ric solid tumors;
• �3)�45*�=*+*(�45+7�05+5-53-6�.C5	0=*.2=+.C.	

cytoma panel;
• 5((	.3�0+*6�C�35+7	*)�(*32*�-*3*,�1.+�05+5	

-53-6�.C5	0=*.2=+.C.274.C5�
The results of the genetic panel screening did not 

reveal any pathogenic variants associated with au	
tosomal dominant disorders (phakomatoses), tu	
C.+,:�.+�4/C.+	6�B*�1.+C54�.3,��Y.@*)*+:�4=*�5356	
ysis does not exclude the possibility of other genetic 
conditions that were not covered by this specific 
C*4=.(�.1�*Z5C�354�.3��}�-���!�

Final clinical diagnosis. Vascular nevus of the 
right half of the lumbar spine, right thigh, lower leg, 
53(�1..4��%�N*+*34�6*3-4=,�.1�4=*�6.@*+�6�C?,�(/*�4.�
anatomical elongation of the right lower limb. Hy	
pertrophy of the muscles of the right buttock, thigh, 
53(�6.@*+�6*-��$3,4+/24/+*(�6*14	,�(*(�,2.6�.,�,�
without functional disorders.

Taking into account the combination of orthopae	
dic and dermatological manifestations, a multidisci	
plinary approach was applied with an emphasis on 
posture correction, orthopaedic support, and regular 
monitoring to prevent possible complications:

• To address the leg length discrepancy and its 
�C0524�.3�,0�356�56�-3C*34:�4=*�054�*34�@5,�A44*(�
with individual orthotics designed to compensate for 
4=*���2C�(�N*+*32*��3�6*-�6*3-4=��\=�,��34*+)*34�.3�
aims to restore pelvic balance, prevent further cur	
vature of the spine, and reduce the biomechanical 
load on the lower extremities and spine.

• A structured physical therapy programme was 
developed to improve postural control, muscle sym	
C*4+7:�53(�_.�34�1/324�.3��\=*�0+.-+5CC*��326/(*,�
targeted physical therapy exercises to strengthen 
core muscles and promote spinal stability, stretching 
4*2=3�{/*,�4.�C5�345�3�J*Z�?�6�47�53(�0+*)*34�C/,	
cle imbalances. Additionally, manual therapy and 
massage were recommended to help relax muscles 
and correct posture. However, lumbar massage was 
excluded to avoid excessive vascular stimulation in 
4=*�5N*24*(�5+*5�

• To further improve spinal alignment and reduce 
the compensatory load, the patient was recommend	
ed to use a posture corrector. This device provides 
additional support, especially during prolonged sit	
ting and standing, minimising the risk of scoliosis 
progression.

Given the possible progressive nature of vascular 
malformations, ongoing monitoring and preventive 
measures were emphasised, such as:

• Annual radiographic assessment of the lower 
extremities to monitor growth and skeletal matura	
tion discrepancies.

• Regular orthopaedic examinations every 
�	���C.34=,�4.�C.3�4.+�,0�356�2/+)54/+*�53(�6*-�
length discrepancies.

• Avoidance of excessive mechanical irritation, 
including the use of protective clothing and foot	
@*5+�4.�0+*)*34�1+�24�.3�53(�C�3.+��3_/+�*,�4.�4=*�
5N*24*(�,B�3�

• Sun protection measures, including the use of 
high SPF sunscreen and avoidance of prolonged ex	
posure to direct sunlight, to prevent potential 
changes in pigmentation or vascular reactivity.

• UZ26/,�.3�.1�4=*+C56�4+*54C*34,�,/2=�5,�05+5�3�
applications, ozokerite therapy, ultrasound therapy, 
and hydrotherapy, including radon or sulphur baths, 
which can increase vascular proliferation.

• genetic counselling to further assess potential 
late onset or family predisposition.

������	���
The phenotype and genotype of vascular malfor	

C54�.3,�(.�3.4�56@57,�2.�32�(*:�,.�4=*�A356�(�5-3.,	
tic criterion is genetic DNA testing. A large vascular 
nevus that stimulates the outstripping growth of 
muscles and bones of the limb is very rare, which 
should be remembered when examining various vas	
cular malformations and phacomatosis in particular.

����
��
	
��������	�
��	 include further study 

of various genetic and phenotypic manifestations of 
vascular malformations of the skin in children for the 
purpose of timely diagnosis, treatment, and preven	
tion of possible complications.
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