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PEDEPAT

Heneuuns 12p (del12p; cuHoHuMmebl: partial deletion of the short arm of chromosome 12; partial monosomy of chromosome
12p; partial monosomy of the short arm of chromosome 12) oTHocuTcs K opdaHHbIM 3adoneaHnsam (ORPHA: 316244; MKB-
10: Q93.5) n xapaktepuadyeTcsa pa3zHoobpasrem HeHOTUNNYECKUX NPosiBNeHn. MNpeactaBneHa B3aMMOCBA3b ONMMCaHHbIX 3a
40 neTt NOKYyCOB-KaHAMOATOB KOPOTKOro nneva 12-i xpoMocoMbl ¢ deHoTunnyeckumMmm npossneHmamm npu del12p, ogHako
penko NpegMeToM NU3yHeHns SBNsnacb NaTonornsa opraHoB MoveBol cuctemsl npu del12p. M. Stumm u coasT. (2007) yka-
3bIBAOT HA TA30BYI0 AVCTOMMIO KUCTO3HbIX MOYEK NPU AAHHOM MyTaLmu. HamMmn onncaHo KNnHM4eckoe HabntoaeHne Manbumka
C KMCTO30M MOYEK, Pa3BUTMEM HEOHATAIbHOrO OCTPOro MOBPEXAEHMUS MOYEK, C UCXOLOM B XPOHMYECKYIO 6ONe3Hb MoYek,
OTCTaBaHMEM B NCUXOMOTOPHOM U PUINYECKOM pPasBuTumn, kocornasmem, AMIMI, MukporHaTuein, napyHromansauuein npu
VHTEepPCTULMANbHOM AeNeummn KOpPoTKOro nieya 12-i XxpoMoCOMbI.

KnioueBble cnoBa: K1CTbl, OCTPOE MNOBPEXAEHNE NOYEK, XPOoHMYeckasl 6one3Hb novek, aeneumns12p

ABSTRACT

Deletion 12p (del12p; synonyms: partial deletion of the short arm of chromosome 12; partial monosomy of chromosome 12p;
partial monosomy of the short arm of chromosome 12) relates to orphan diseases (ORPHA: 316244; ICD-X: Q93.5) and is
characterized by a variety of phenotypic manifestations. The connection of loci candidates 12 chromosome’s short arm with
phenotypic manifestations at del12p is described over 40 years of, but rarely the subject of study was the pathology of the
urinary system while del12p. M. Stumm et all (2007) indicate pelvic dystopia of cystic kidneys in this mutation. We describe
the boy’s clinical observation with cystic kidney disease, the development of neonatal Acute Kidney Injury, with an outcome in
Chronic Kidney Disease, lag in neurological and physical development, strabismus, atrial septal defect, micrognatia, laryngo-
malacia in the short arm interstitial deletions of 12 chromosomes.

Keywords: cysts, acute kidney injury, chronic kidney disease, deletion of 12p

BBELLEHME XapaKTepHU3yeTcs: pa3HooOpazueM (PEHOTUIMNYECKUX

Henenms 12p (del12p; cunonumsr: partial deletion
ofthe short arm of chromosome 12; partial monosomy
of chromosome 12p; partial monosomy of the short
arm of chromosome 12) otHOocHTCS K OpdaHHBIM 3a-
oonesanusMm (ORPHA: 316244; MKB-10: Q93.5) u

Anppeesa D.@. 194100, Caukr-IlerepOypr, JluroBckas, a. 2. dexe-
panbHOE roCyIapCTBEHHOE 00pa30BaTeIbHOE YUPEKICHUE BBICIIETO
obpasoBanust «CankT-IleTepOyprekuii rocyapcTBeHHBIH HeauaTpuye-
CKkMil MepnuuHCKuN yHuBepcutet» M3 PO, kadenpa daxynbrerckoi
nepuarpun. Ten.: 416-52-66; E- mail: A-Elvira@yandex.ru

MPOSIBJICHUH, PEKO ¢ maTonorueil mouek [1-6].
KucTo3sl movyek — rereporeHHas rpymma 3adoie-
BaHMM, BKIIIOYAIOILAs] BCE ClIyyan 00pa30BaHUs KUCT
B rouykax. KucThbl B mo4YKax BCTPEUatOTCs IPH MHOTUX
HacJIeICTBEHHBIX 3a0oneBaHusAX 1 cunapomax. «llo-
JUKUCTO3HAass Oone3Hb movek» («Polycystic kidney
disease») MM MOJMKUCTO3 MOYEK BKIIOYAET B ceOs
ciydan 0o0Opa3oBaHHs MHOXXECTBEHHBIX KHCT B Ia-
perxume obenx noyek [2]. HacnencTeeHHbie ¢hopmbl
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0oJe3Hn (ayTOCOMHO-PEIIECCUBHBIA W ayTOCOMHO-
JOMUHAHTHBIA TTOJIMKUCTO3 TOYEK) BCTPEUAIOTCS Y
OOJILIIMHCTBA TTAIIMEHTOB C IOJUKUCTO3HON OoIies-
HBIO ToueK. [ToMMKUCTO3 MOYEeK TUATHOCTHPYIOT MPH
HACJIEICTBECHHBIX CUHIPOMAax, KOTOPbIE HEPEIIKO SIB-
JISIIOTCS Pe3yAbTaToOM MyTanuu de novo.

Henemnus (yTpata) — moTepst y4acTKa XpOMOCOMBI
B KOHIIEBOW 4YacTH (TepMHHAJIbHAs JeNIelus) WiIH B
cpenHel 4acTH (MHTEpPCTUIMATBbHAS JENeIns) Xpo-
MocoMbI. KiTmHnYeckre NposIBIICHUS JIeJICIUH 3aBH-
CST OT JUTMHBI YTEPSIHHOTO y4acTKa XPOMOCOMBI. JTa
penkasi XpoMOocoMHasi MyTanusi (abeppamusi, rnepe-
CTpoiiKa) CBsi3aHa C yTPaToi 4acTH KOPOTKOTO Iuie-
ya 12-it xpomocomsl. C 1974 roma ommcaHo OKoOJO
50 cayuaes penenun dell2p(11.1-13.3) B mupe. Ilo

JAHHBIM Pa3JIMYHBIX aBTOPOB, (DEHOTHITNYECKHE TTPO-
spienust dell2p y gereil BKIIIOYANM: OTCTaBaHUE B
TICUXOMOTOPHOM U (pU3MUECKOM pa3BUTHUH, MUKPOIIE-
(anuio, THIOIUIA3HI0 3PUTENILHOTO HEepBa, KOCOoIya-
3ue, JIMIEeBOH aucMopdusM (3MUKAHT, IIUPOKas Tie-
peHocuIla, TUIOIUIa3us HO3Apel, MaJeHbKHE YIIN),
OJIUTOJTOHTHIO (YMEHBIIICHHE KOJTMYECTBa 3y0O0B, «He-
MOJTHO3YOOCThY), OpaxMIaKTUINIO, THITOTIA3UIO TI0-
JIOBOTO YJI€HA, TEeMaHTHOMY, apTepHalbHYIO THIIEp-
TEH3HIO, CepAcUHO-cocyaucThie anomanuu (JJMXKII,
JMIIII), n3meHeHue CTPYKTypbl BOJIOC WU HOITEH
(JloMKHe, TOHKHE), «BTAHYTBIE» COCkH (Tabm. 1)
[4-19]. B nutepaType HaM BCTPETHIIOCH JIMIIb OJHO
OINMCaHUE KMCTO3HBIX IMOYEK C Ta30BOM JUCTOIUEH y

mona ¢ del12p(11.21-13.2) [1].

Tabnuua 1/ Table 1

XapaKTeprle ¢eHOTI/II1I/I'-IGCKI/Ie nposBJiIieHUs1 N JIOKyCbl-KaHaAU4aThbl NMpu MHTepCTI/ILI,I/IaJ'IbHOI7I
aeneuum 12p (cocTtaBneHo No AaHHbIM nuTepaTtypsbl) [4—19]

Specific phenotypic manifestations and candidate
loci in interstitial 12p deletion (based on the literature) [4-19]

Jlokyc 12p

p11.1  [p11.2 [p12.1 [p12.2  [p12.3

[p13.1

[p13.2  [p13.3

Ccbinka

MOPOU3MbI

Ta3oBasi AMCTONMS KUCTO3HbIX MOYeK, rmapouedanus, cepaeyHo-cocyancTole
aHomanuu (OMIMN, MXI), MMKpOpEeTporHaTus 1 apyrme nuuesble auc-

Stumm M. n coagr. (2007) [1]

AyTnam

Leyser M. n coasT. (2016) [2]

Mwukpouedanus, oTcTtaBaHue B
NCHYXOMOTOPHOM Pa3BUTUN, aTPO-
dua 3pUTENBHOrO HEPBA, NLEBON

amcmopdnam

Hoppe A. n coasrT. (2014) [4]

Heneumns 1/3 kopoTkoro nneva 12- xpomMocombl — kocornasue, MMM, runonnasusa npaBoro
Nerkoro, OTCyTCTBME MPaBOM NErO4YHOM apTepuun, MMLEBO AUCMOPOU3M (FrMnonnasns HUXHEN

YenocTu, 60bLUNE HU3KOMOCAXEHHbIE YLLIN)

Mayeda K. n coasr. (1974) [5]

CepaeyHo-cocyancTble aHoManum, oTcTaBaHne B MCUXOMOTOPHOM PasBUTUM, JINLEBON AMCMOpP-

GU3BM, KNTMHOOAKTUNNS

Tenconi R. 1 coasT. (1975) [6]

Mukpouedanus | Malpuech G. n coasT. (1975)
Mwuikpouedanus, cepaeyHo-cocyancTbie Orye E., Craen M. (1975) [8]
aHomanumm

Mukpouedanmsa Magenis E. n coasT. (1981) [9]

Mukpouedanuns Boilly-Dartigalongue B. 1 coaBT.

(1985) [10]

CeppevyHo-cocyaucTele aHoManuu, TepHep-
noao6Hble CTUMMbl, TMMONNA3USA FrEHUTANNN, OT-
cTaBaHue B NCUXOMOTOPHOM Pas3BUTUN, INLLEBON
OMCMOPOU3M, YKOPOHEHME BEPXHUX KOHEYHOCTEN

Fryns J.P. u coaBT. (1990) [11]

JEUNE-cuHapom (acoukcnye-
ckas ancTpodusa rpyaHOM KNeTkn)

Nagai T. n coasrt. (1995) [12]

ApTepuanbHasa runepTeH3ns

Bahring S. n coasT. (1997) [13]

Mwuikpouedanus, cepaeyHo-CoCcyamncTole
aHoOMaIMK, HapPyLLEHNUS CryXa U 3peHs

Glaser B. u coaBT. (2003) [14]

Mwukpouedanusa, apTepuanbHas
rmnepTeH3vs

Lu Lu H.Y. n coasT. (2009) [15]

Mwukpouedanusa, kocornasue,
3nNuKaHT, MUKpPOpeTporHaTus,
CKONMO3, ayTnU3M

Soysal Y. n coast. (2011) [16]

YMCTBEH-
Hag oTcTa-
NOCTb

Dimassi S. n coaBT. (2013) [17]

AyTam

Silva .M. u coaBr. (2014) [18]

96



ISSN 1561-6274. Hedponorusa. 2018. Tom 22. Ne3

ISSN 1561-6274. Nephrology. 2018. Vol. 22. Ne3

[IpencraBngeM KIMHHYECKOEe HAOMIONEHUE TIa-
TOJIOTHH TIOYEeK Yy peOeHKa C pelkol XpOMOCOMHOMU
rmaTojiorueit (menenuei KopoTkoro rieda 12-if xpo-
MOCOMBI).

KJIMHUYECKOE HABJIOJAEHUE

Manpunk A. (2016 r.p.) mocTynui B KIMHUKY He-
(dpomorun B Bo3pacTe 2 Mec. Mama mpenbsBisia
’KanoObl HAa HU3KHME NMPUOAaBKM B Macce Tena, Oec-
MTOKOMCTBO, IUIa4, OTCYTCTBHE CaMOCTOSTEIHLHOTO
cocaHus, OECIIOKOWCTBO BO CHE, CPBITMBAHUS MOCIE
Ka)XKJI0ro KOopMmileHHs. M3 aHamMHe3a H3BECTHO, YTO
OepeMeHHOCTh MaTepy MpoTeKaja Ha (OHE MaJIOBO-
IIsI, OCTPOM peCcrUparopHON BUPYCHOH MHQEKINH,
3aJIepKKU BHYTPUYTPOOHOTO pa3BUTHUSA IUIoa ¢ 32-i
menenu. Ponpr 3, myteM kecapeBa cedeHus Ha 41 He-
Jiesie, MEKOHHH B OKOJIOTIOAHBIX Bojax. Macca mpu
poxaenuun 2300 1, miuHa Tena 49 cm, 7/8 6aIoB 1o
mkane Anrap. Kuctel B moukax W Jpyrux opraHax
MIpeHaTalIbHO U Cpa3y MOCe POKICHHS HE BBISBIIE-
HBL. Y pomuTeleld mpobaHma u CUOCOB KHUCTO3HBIX
MOYeK, KUCT B TIEYCHHU, TOKEITYIOYHOM Kenese, ce-
Jie3eHKe, IMUTOBHIHON Jkene3e 1o pesyasratam Y3U
HE BBIABJICHO.

B cBs3u ¢ orcyrcTBHEeM MpuOaBOK B Macce Tena
pebeHOoK TepeBe/ieH B OTIeNIEHHE MaTOJIOTUH HOBO-
poxaeHubix. [To manabiM OXO-KI' BeisiBICH He(eKT
MEXIIPeACEePAHOM TIeperopoIku, o PeHTreHOorpaMmMe
KOCTEH yeperna — JaKyHapHbIi ocTeonopos. BayTpu-
yTpoOHble MH(EKIMN He monTBepkIeHbl. Ha 24-ii
JICHb JKM3HM OTMEYCHA KIIMHUKA MueloHedpHuTa C
ocTpbeiM noBpexaenueM nouek (OII): moBbImenne
TeMIepaTypbl Tena 10 ¢GeOpmibHbIX nudp, Oecro-
KoiicTBO, yckopenne COD, jekonuTos3, HeUTpodu-
ne3, noBeimieHne CPB, neikonurypus, 6akrepuypus.
Huarnoctuposano OIIIl — cHmXeHHE MOYacCOBOTO
nypesa (Menee 0,5 MII/Kr/4), CKOPOCTH KITyOOUKO-
Boii ¢unsrpanuu (11,6 Mi1/MUH), TIOBBILICHUE YPOB-
Hs1 kpearuauHa (0,171 mmons/n), ModeBunbl (21,8
MMOJIb/J1), runepkaauemus (6,0 MMob/1), THIEp-
dbocharemus (2,69 MMOJIB/1T), METAOOIUICCKUIT ally-
no3). Ilpu Y3U BnepBrie B Bo3pacte 1 Mec BBIsBIIe-
HBl MHO)KECTBEHHBIC MEIKHE KUCTHI (cmpaBa 1o 3,5
MM; CJIEBA JI0 2 MM B IMaMETpe) B MapeHXUMeE 00enx
TUIOIUIa3HPOBAHHBIX Mouek. Boccranosnenus (GyHK-
uuu nodek y pedenka ¢ OIIII ne nocTurnyTo.

B cBs3u ¢ BbIsIBIEHHEM y peOeHKa BPOXKIEHHOTO
nopoka pasBuTHsi cepana (medext MexIpeacep-
HOM Teperopofku), BPOXKIECHHOTO MOpOKa pa3BH-
TUS TOpTaHW (JIApUHTOMANAILHNSA), MHUKPOTIOCCHH,
MUKPOTHATHUHU, OTCTaBaHHUsI B (U3UUECKOM (MHKPO-
comus, runorpodus Il crenenn) m NCUXOMOTOPHOM
Pa3BUTHHU, MBIIIEYHON THUIIOTOHUM, CXOSIIETOCs

KOCOIVIa3Msi, KPUBOILIEH, IPU3HAKOB paxuTa Ipo-
OaHI M poauTenu OOCIIeOBAaHBI B TOPOJICKOM JHa-
THOCTHYECKOM  (MEIMKO-TEHETHYECKOM)  IIEHTpE
(Cankt-IlerepOypr). ¥ peOeHKa BBISBICHA CTPYK-
TypHasi MepecTpoiika KOPOTKOTO TIedYa XPOMOCOMBI
12, Bosnukmiass de novo. Kapuotunm aHOManbHBIN
myskckoi: 46, XY, der(12) de novo. Ilpu mpose-
JEHUH  MOJICKYJSIPHO-IIUTOTEHETUYECKOTO  HCCe-
nosanus (FISH) yrounen xapakrep CTpPyKTypHOH
aHOMaJIMM, TIOATBEP)KJE€HAa WMHTEPCTUIHAIbHAS Je-
Jenus B KOPOTKOM Tuiede 12-if xpomocomsl. [lo
pesynsraty  FISH: del(12)(p)ish12psubtel(8M 16/
SP6X2),12qsubtel(VIJyRM2196X2)del(12)(p)
ish12(wep12++). Ilo mpeacTaBieHHOMY 3aKIFOYe-
HUIO TEHETHKa IMTOTeHeTH4YeCKol JjabopaTtopun
(3aB.maboparopueit — kaua. mea. Hayk M.B. Ilpo-
30pOBa) TOPOACKOTO JIMArHOCTHYECKOro (MEIUKO-
TeHETHYECKOT0) IIeHTpa, abeppaHTHas Xpomocoma 12
COCTOUT W3 Marepuala, Cenu(puIHOro XpOMOCOME
12, 1 coep UT O OIHOM KOMUH MOCIeI0BaTeIbHO-
CTeH, TOMOJIOTHYHBIX COOTBETCTBYIOIIUM OOJNACTIM:
cyOTeroMepHO 00MacTh KOPOTKOTO IIjIeda XPOMO-
combl 12 (JTokanmu3oBaHa B CyOTeIOMEpHON 00IacTH
KOPOTKOTO IIjIeda XpOMOCOMEI 12), cyOTemoMepHOit
o0acTu JUIMHHOTO TIeda XpOMOCOMBI 12 (Jiokamm-
30BaHa B CYOTEIIOMEpHON 00JACTH JJIMHHOTO Iuieda
XpPOMOCOMBI 12) 1 CONEPIKUT HHTEPCTUITHAIIBHYTO JIe-
JIETINIO B KOPOTKOM ILJIeHe.

Karamues. B Bo3pacrte 2 neT macca Tena peOeHka
cocrasinsier 7400 1, pocT 76 cM. ApTepranbHOE 1aB-
nenne 80/45-85/50 mm pt. cr. COXpaHsIOTCS TOBBI-
HICHUE KpeaTMHUHA W MOUYEBUHBI KPOBH, CHHUIKEHUE
CKOPOCTH KJIyOOYKOBOH (DMIIbTpAIINN, AHEMUSI JITKOH
CTETIeHN TSHKECTH, POTEUHYPHS, TUIIEPIIapaTupPe0s.
B moceBe moun 3HaunMoi 6akrepuypun HeT. 1o pe-
synbTaram Y3 mouek o0beM mouek coctaBui 9,3 cm®
(mpaBasi) u 3,9 cM® (JieBast), B mapeHXUMe 00euX I0-
YeK MHO)KECTBEHHbIE KUCTHI 10 5—7 MM B JIMaMETPE.
B Ttabn. 2 mpeacraBieHsl KIWHUKO-JIA0OpaTOpHBIE
XapakTepucTuky y Maipauka A. (2016 r.p.) B katam-
Hese (2 roma).

Koncraruposan ucxox OIIIl B XBIT C3 (moBsI-
IIeHHe KpeaTHHHHA KpoBH, cHkeHne CKD mo pac-
yeTHOU (hopmyrie Schwartz, MoUYeIHbIN KaHATBIIEBEII
aIy103, TUIeprapaTHpeos, Ja0MiIbHas apTepruaibHas
THIEPTEH3MsI, aHEMUs1, OTCTaBaHUE B POCTE U Pa3BU-
THH).

OBCY)XOEHUE

Kucro3pl Mmouek mpu HACIEICTBEHHBIX 3a0olie-
BaHUSIX M CHHIPOMAax BKIIIOYCHBI B KjacCH(pHUKAIIUN
KHCTO3HBIX Oomne3Heil mouek [21, 22]. Xpomocowm-
HbIC 3a00JICBaHUS Yallle BOSHUKAIOT de NOVo U PenKo
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Tabnuua 2 / Table 2

KnuHuko-nabopaTtopHble XapakTepucTuku y manbumka A. (2016 r.p.) B katamHe3e (2 roga)
Clinical and laboratory findings in boy (2016 year of birth) during 2-years follow-up

XapakTepucTtumka [MokazaTtenn Hopma
24 pHa 2roga
dunaunyeckoe passuTne vnoTtpodusa 2 cT. B3H 3 cT.
ApTepuanbHOe AaBneHne, MM pT. CT. 65/45 85/50 (nabunbHas) 80/40-94/62
lfemorno6buH, r/n 98 101 110-120
SputpounTsl, x10'2/n 2,7 4,73 3,66-5,08
PeTtukynoumntsbl, %o 16 3 1-8
>Keneso CbIBOPOTKM, MKMOJIb/1 6,2 7,7 7,1-17,9
pH kposn 7,242 7,36 7,37-7,45
pCO,, MM pT. CT 31 32,9 32-45
pO,, MM pT. CT 72 58,4 83-108
Oedwvunt ocHoBaHwuin (BE), Mmonb/n -21,0 -5,1 -2,3+2,3
HCO, , mmonb/n 11,3 18,8 24-28
KpeaTnHWH KpoBW, MMOJIb/N 0,171 0,094 0,027 - 0,062
MoueBuHa, MMonb/n 21,8 17,60 1,8-6,0
CK® (Schwartz), mn/muH 11,6 39,3 2-8 Hep,.: 66x25;
2-12 net: 13327
Kanuii KpoBu, MMOIb/N 6,0 4,6 3,5-5,3
Hatpwuin kpoBu, MMOnb/N 135 138 136-146
Kanbuuii KpoBU, MMOSb/N 2,0 2,33 2,25-2,75
docdop kpoBU, MMOIb/N 2,69 1,83 1,3-2,3
MapaTtupeonaHbli FOPMOH, Mr/mn - 195,1 12 —95
AKTUBHbI PEHVH KPOBW, NIr/MnN - 43,1 3,3-31,71
CyTo4Has npoTenHypus, r/cyT 0,15 0,11 OTpuuaTtenbHas
MMioko3ypus, MMOSb/N 2,8 OTpuuaTtenbHas OTpuuaTtenbHas
Baktepuypus, KOE/mn E. coli 108 Staph. epidermidis 102 CrepunbHO
lemartypus OTpuuaTtenbHas + OTpuuaTtenbHas
Pa3mepsbl noyek no Y3u S(RD)=6,12 cm? V(RD)=9,3 cm® 13,2-19,7-22,6 cm®
S(RS)=5,0 cm? V(RS)=3,9 cm® 12,6-19,5-23,1 cm?®
KucTbl B napeHxmumMe 06emnx noyex MHOXeCTBEHHbIE MHOXECTBEHHbIE
Pa3amep Knct B noykax, Mm 2-3,5 5-7
BHenoyeuHble KUCTbI Het Het
JunarHos OnnnN no AKIN [24] XBIM C3 no NKFKDOQI [25]

(3—5%) nacnenytorcs OoT poguTenei. XpoMOCOMHBIE
HapyleHus: B OOJIBIIMHCTBE CIIy4aeB HPUBOAAT K
BHYTPUYTPOOHOU TUOEIH TUI0[A, BBIKHIIBIIIAM HIIN
MEpPTBOPOXKJCHUIO, ¥ HOBOPOXIEHHBIX BCTPEYAIOT-
cs ¢ yacroroi 0,6-1%. B MKB-10 nox pyOpuxoii
«Bpoxnennbie aHoManuu (IOPOKH pa3BUTHA), Je-
(hopmMauK 1 XpOMOCOMHBIE HAapyLIEHUsD Kiaccupu-
uuposansl ox mudpom Q00-Q99. Buemnumu npu-
3HAKaMH, YKa3bIBAIOIIMMHU Ha BO3SMOYKHOCTh HAJTHUUS
XPOMOCOMHBIX HapyIICHUH, SIBISIFOTCS: OTCTABAaHHE B
MICUXOMOTOPHOM U (DU3NYECKOM Pa3BUTUH, KApPJIUKO-
BOCTb, YEPEITHO-JINLEBON AUCMOP(U3M, ITOPOKH pa3-
BHUTHSI BHYTPECHHUX OPTraHOB.

Hamu u3yueH karamHe3 eTeil 1 MoIpoCTKOB C TO-
JUKHUCTO30M Iouek [22, 23]. B 1aHHOM KJIMHUYECKOM
HaOII0AEHUH MBI TIPEICTAaBUIIN Clly4yai KHcTo3a ooe-
UX MOYEK B COYETAHUH C BPOXKIICHHBIM [TOPOKOM pa3-
BHUTHS cepaua (IePeKT MEKITPEICEPIHON Teperopo-

98

KH), BPOXKJIEHHBIM MTOPOKOM pPa3BUTHUA TOpTaHU (J1a-
pUHTOMAJIAIMEH), MHUKpPOIJIOCCHENH, MUKpOrHATHel,
OTCTaBaHUEM B (PU3HIECKOM (MUKPOCOMUSI, OEIKOBO-
sHepreTuyeckas HejoctatouHocTh Il cremenu) u
IICUXOMOTOPHOM Pa3BUTHH, MBILIEYHOU T'MIIOTOHUEH,
CXOJISIIIMMCS KOCOTYIa3ueM, KpUBOIIeeH, Mpu3HakaMu
paxura mpyu XpOMOCOMHOM MyTalluu.

M. Stumm u coaBT. (2007) mpeacTaBUIx OMUCAHHE
TUI0/Ia KEHCKOTO Iojla ¢ Ta30BOM JUCTONMHEH KHCTO3-
HBIX TOYEK MPU MHTEPCTHULIHATBHON JeNeliui KOpoT-
koro rieda 12-ii xpomocomsl [del(12)(p11.21p13.2)],
BO3HUKIIEH de Nnovo, BBISBICHHBIC MMPEHATAIBHO W3-
MEHEHHsI TEHOTUTA U (PEHOTHIIA MTOCITY>KUITH ITOBOJOM
JUIS IpepbIBaHust OepeMeHHOCTH [1].

B Hamem KIMHWYECKOM HAOIIOICHHH, COTJIACHO
kpurepusm knaccuduranun OII, y pebenka B He-
OHATaJIbHOM IEPHUOJIE PA3BUIIOCH OCTPOE MOBPEXKIE-
Hue noyek [24]. PeHaJIbHBIMM PUYMHAMU PA3BUTHUSA
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OIIIl sBUAKCH KUCTO3 OOEMX THITOIUIa3MPOBAHHBIX
MoYeK, ocTpblii muesoHePpuT. OCOOEHHOCTHIO KH-
CTO3a MOYEK y JJAHHOTO MALMEHTA SIBJIIOTCS OTpULa-
TEJIbHBIM CEMENHBIN aHaMHE3, OTCYTCTBUE BHEIIOYEU-
HOTO PACTIONIOKEHUsS] KUCT, MEJIKHE KHCThI B TIOYKax
[0 BCEW MapeHXMMe B COYETAaHWU C YMEHBIICHHEM
o0beMa 00erx ModeK (a He C yBeIIMYeHHEM Kak Mpu
ayTOCOMHO-PEIECCUBHOM MOJMKUCTO3€ TMOYEK) MpPHU
CpaBHCHUU C HOPMaMH 00beMa mouek [25].

VY nanuenra ¢ xpomocoMmHoi myTarueii (dell2p),
COYCTaHHBIM JIE()EKTOM MEXKIIPEJICEPIHON Iepero-
POIKH, JIApUHTOMAIIALIMEH, MUKPOITIOCCUEN, MUKPO-
THaTUEN, KPUBOIIEEH, MBIIIIEUHON TMIIOTOHUEN U KU-
CTO30M 00€HMX TUIOIIa3UPOBAHHBIX TTOYEK KOHCTATH-
posan ucxox OINII B XBIT C3.

SAKJTKOMEHUE

Hamu mpencTaBieHO KIMHWYECKOE HAOIIOACHIC
KHCTO3a MOYEK B COYETAHUM C BPOKIAEHHBIMHU TOPO-
KaMU pa3BUTHS Cepla, TOPTAHU, JIULIEBBIM JIUCMOP-
(hu3MoM, OTCTaBaHHEM B (DU3MUECKOM U IICUXOMOTOP-
HOM pa3BUTHHU, KPUBOIIEEH, MBIIIIEUHON T'MIIOTOHUEN
B CTPYKTYpE PEIKOr0 XPOMOCOMHOTO HapyIIEeHHUS,
BO3HHUKIIIET0 de novo, MHTePCTHIUAIBHON JeIenun
KOpPOTKOTO Tuieda 12-if XpoMOCOMBI.
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