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��©�Ê CNV �‹ �RBD �§�Û�]�ª	Ø�Œ�–�¥�ƒ �Ê�’�§�Ñ ���# �–�½�–�ž�S RNF216 �§��©�Ê

CNV �®�RBD 	µ�Ä 13 ×�á0.71% �â�§�ôt�Ä 4 ×�á0.14% �â�¦����”�Ë �RBD 	µ�Ä�ª �Û�]

�ª �ã�Ž	p�¡�”�Ë �½�–�ž �áè 1�â�S 
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���	��Š�È�J�°	µ���u�ª �¨��Ç�…�ª	ó�í�˜�Ê�Š�Ñ �t	� �¦�Œ�Ê 	��·���‹�•�É�½�˜�S  
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D�¦�®�”�È�ª�R SynGO �ü�[�ô���[�î �Ñ�ÿ�ƒ�¥ BD �ª�Š�Š�Î�Ê�ì�ÿ���î	Ø�Œ�l�ÿ

�d�ð�ø�ý�Ñ�7�+�–�½�–�ž�S�œ���	��R �ì�ÿ���î�]�^��Š	����©�“�����• �ª�Š�Š�Î�Ê�l�ÿ�d

�ð�ø�ý�‹ BD �§�Û�]�ª�Š�Š�Î�Ê�’�§�Á���#�–�½�–�ž�S  
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Y���è�ª�®�R�§	ü����î�ä�t	��§�ë�;�è	4�š�ª�Ç�É�R	µ�Ä� QOL �v‘�ª�£�©�‹�Ê �§	ü�ø

�¦�Œ�½�˜ �S 
 

�N��
D�®�R �˜�N�m�Q��
D	M��	ÿ�“�á AMED �â�ç�����m�Q�²�5���Ù�ß���(�ä�&	Š�ÿ���"�å

�����á�ç�����m�Q�²�5îÔ�����ø�ý�
�Þ�[���T�P�>�ç������
D	M���â�f���(�è�[�ü�Ø�(�å�Z�p

�Ñ�£�D�–�ž��

�Ÿ�ç�����$�Ù�þ�è�	�[þ�å�c�ª�Ç�Ê�"Ê�°	µ��u���î�ä�ë�Ð���ü� �	M

���g �RAMED �¸�§�’�’�Ì���
DîÔ���"�å�����á���%•	T�T�;�½�ª�”u�7��Ä�´�ª	Ø�˜�Ê

��
D�â �f�;�½�ª�”u�§�›�Ø �î���ä�ý���� u��ã	N�žœ����;�½�ª�Ç�Ê�x�ú	6�• �g��k�Í�

�Á�§�¦�ª�Î�Ë�ž�Á��¦�˜�S  

 

�j�ÿ�d�J�•�k  

�o 1�â�–
‡ u �ñ 

�…�£¡�ú�§�•¡�ú�Ñ
Å�É�ê�˜�"Ê�°	µ ( �Š�£�¥�•�…�£�x�R�–
‡��•	T�§�>�¯�Ë�¥�ƒ

�ž ) �S×�u� 1�²�v�]�‹�%	µ �–�R�‡���‹�¸�ƒ �S�…�£¡�ú��§�Œ�ª�®
��À���� �Ô�¾�ª

	��‡�R�]��T
y�s��™�ª�R�i�£�[�Ã	��R
��[�2���7�‹�¾�È�Ë�Ê�S�•¡�ú��§�Œ�ª�®
�



Press Release  

 

 5 / 6 
 

�o 4 �â7p22.1 �QZ��·u�m
Ì ( 7p22.1 microduplication syndrome ) �ñ 

7p22.1 � �_�Ê� �Z�p�ª �Ü���˜�Ê ��· ( �o5r�Ñ�Dt ) �‹�.�€�¦ ��u�˜�Ê u�m
Ì �S�’�

u�m
Ì�®�R���%�Ã�8����[�Ë �ª	��‡�¥�R ���Hu�R�ã�Hu�R�š��c›�R�Ò	l��c›�©�¨

��H	Z	é�œ�c
Û�Ñ�×�©�_�‡�§�˜�Ê�S 7p22.1 ��¨ � �Z�p���·�‹��u�.�€�¦�•�Ê

�Š�®�/�y�ª ���•�–�¥ �ƒ�© �ƒ �‹ �RRonzoni �È�ª�Ç�¢�¥ �R�’�Ë�½�¦����Æ�Š�È �.�€�§�£

�‡�È�Ë�Ê ��·��ûZ �:� �Z�p ( �ûZ �c	H �Z�p , minimal critical region) �‹�Ó�N

�”�Ë �ž ( Ronzoni  et al. Eur J Med Genet 2017 ) �S 
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