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ICPHKH  pocTa. meTadHIapuoi

AMCIUaInm,

Antnnapaviemnsno  KCNQI \m Hﬂﬁm
Pacionoken ey KNCOIOT].  omoscxn . %'mﬁ
THNOMIEIHE HAXIOYEY HIUKOR 1 AHOMATHE MOYye- KEIIpeceHpyemuii i IpabckpuOupyesmslii B a- 'QMHR
NOIOHOR CHCTEMBI y Manhuikos (IMAGE) — THCMBICTORON Hanparnenim x KCNOJ. Tpan- ":'Il h&
PAliHC peaxoe macreacTRenoe sabornename, Ckpirr KCNQ1OT7 i ucxu;InpnmuM :
“EHIAHHOE C NATOreHHLIMK BAPHAHTAMI B Mmare. PHEK (IncRN A ) nosarsiomas axcnr;ewulu “lml |
PHHCXOM  amiene rewa HHIHOHTOPA ik CDKN/C, 4 § 1
ABCHMOR iHan Cl, yro HPHBOANT & runep- B pa .. el . o U,
thyHxwm rena CDENIC, OTPHUATE ILHD pl:lyfllz- m.‘l-mg Eﬁ%ﬁtﬂf _ir:-;'r“ hilil-ilitlli.‘:.:m\u n;?ll-m- _i-‘{t
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en KCNQJ, KOUPY IO u}fﬁl-cammm' Kwme-  npogne ¢|n|p|ecm“ HmO:mme.L”" = 485 mc,
BOTO Kahais w cessannLgl o CHHAPOMOM  yiuin- HpPHIHcn CHILApPONg He o
HEHHOIG mwvepsans QT quna | (CYHOTY),
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(% ! lenoro IKENY A04Kn "h‘m“ﬂh‘umu MHOKAP. 1 .
HAPAKTEPHIYIONIETOCH Yy mhennem QT wa IKI'w
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. Syndrome of ntrautening growth re-

metaphyseal dysplasia, adrenal hypo
and genitournary anomalies 1n boys
i) 1s an extremely rare inherited discase
Boited with pathogenic variants in the maler-
lclc of the cyclin dependent kinase inhibitor
. which leads to hyperfunction of the
(D M( gene, which negatively regulates cell

«paMKn»

' '1 ‘M‘(' is located in the imprinted region
plSSplS4 and is expressed monoallelicly
8 located in this region is the KCNQ/ gene,
ich encodes a potassium channel subunit and is
cuted with long QT syndrome type |
). characterized by QT prolongation on
E and a high nsk of life-threatening
nhylhmm. Antiparallel to KCNQ/
K IOT! gene is located, patemally ex-
ed and transeribed in the antisense direction
KCNQI. The KCNQIOT! transcript is
mn:d‘mg RNA (IncRNA) that suppresses

sents a clinical observation: at the
proband’s height and weight

]

wmoro  Jmarnoin,  rpebyior Gosree  1ayboxoro
ANTHIA, KOTOPLIR NIPHROAMT K OCRTHAHHKG  HO-
R X MOUTEK YIRS MCXAHIMOR  PEXTHITHA
HACTCACTREHHLIX Al ICRanHH

Kmnouenste crona: IMAGE, CDRNIC, KCNO

CEKBEHIPORAINE

syndrome

of IMAGE
of the genilouri-

were <3 percentile; signs
(delayed bone age, abnormalities
nary system) and prolongation of the QT interval
were noted (in orthostasis QTe = 485 ms, after

556 ms); signs of left ventricular
myocardium syndrome. Genome
variants of unclear
significance in 8 (11:2.2585312G>A
ENST00000155840.12:  ¢.1128+5G>A) and
0 (11:2.2587697G>A ENST00000155840.12
C.].?S]l.q(l >A) introns of the KCNQ/! gene.
The genomic changes identified in the proband
could potentially lead to changes in the expression
of both KCNQ! and KCNOIOT1.

Thus, patients with a complex phenotype that
do not fit into the «framework» of a single diag-
nosis require a more in-depth analysis, which
leads to the understanding of new molecular
mechanisms for the development of hereditary
diseases.
Keywords:
sequencing.
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MyTpoOHOIi 3aepKKH pocTa, MeTapu3apHOl JHCIUIAsHI, THIO-
OB ¥ aHOMa/IHii MOYENONOBOI CHCTEMbI Y MatbiikoB (IMAGE)
peHHoe 3aboneBaHne, K OCHOBHBIM KJIHMHHYECKIM [IPOSBICHI-
NOCTHATA/ILHAA 3AJEP/KKA POCTA, OTCTABAHNE KOCTHOTO BOSpac-
| pocTa, TMNEPKATBIUMEMHS M THICPRAIBLIMYPUA 1 SICpRRg

CBA3AH C MATOrEHHLIMK BAPHAHTAMH B MATCPHHCROM dLieie
sapucuMoil kunassl C 1, B yHaCTKE, KOAMPYIOWEM JAOMCH chd
a nponudepupyloutx kierox (PCNA-binding), wro npiise
CDKNIC, 0TpHUATENBHO PEryHPYIOWIErO AS/ICHHE RICTON

HITHPYEMOM PErone I
M;!lm#?pemoﬂo pacr]:t:.numﬂ l’ﬁ':l KCNQ/, xoampyrouui
o kamana KvLQT! # CHIBanLA ¢ CHICIPONON 3 LT
ILCVHQTI). XHPAKTEPHIYIOWIETOCH Y AIHHEHIEN QT ua
MOARAIONUIX AKENYAOHKOBBIN apiiaiiL B panHenm -
yerc mammnmo. HO B AabHeilieM HaOL0AaeTo!
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15.5-p1 5.4 moaxcnpeccir

“gmwmg AYTOCOMHO — AOMMHAHTHO,
Axrunapaviensio KCNQ/
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Cemeiinbiii anammues: m3uueckoe Pa3BHTHE cTapuwero
YITBETCTRYVET BO3pac LY,

HEYTOYHEHHBIE aHOMATHH MOYEIOIOBOM CHCTEMBL
B Bo3pacre 14 net POCT 1 Bec npobarnna cocTar/sn i NEPLEHTHIA, 0Ky
Ha yposre 10-25 nepuentung, Obpawany Ha ceby BHHMaHHe (heHo
CODEHHOCTH: YMEPCHHAs rHNepMOGHILHOCTE CYCTABOB, aHOMAIHM MOYenono
CACTeMBI (WwaneBraHas MOILIOHKA,

NOJIOBOM  pazBHTHY MHKpPOaHOMaNHK paseuTHS
VUIHLIC PAKOBHHB], CUMMETPHYHBII «Tpe3yo

THC COOTBETCTBYeT BO3pACTY; medmumr BHUMaHHUA. BbisBieHo orcrasanme KO

BO3pacTa Ha 2.5 poga. Coxpansiercs ynnmpenye HHTepBata QT (B opre

Q1 € Gpm3uyeckoij Harpysku QTc = 556 MC)  NIpH3HaKK CHHAPOMa
P22 JIEBOTO skesynoyxa.
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