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Annomauus. IlpencTapneHsl KIMHUYECKUE CIydal CUHIPOMa JleJIely XpOMOCoMbI 17q12 y HoBOpoXxi€HHbIX feTeit. ITpo-
BeéH aHA/IN3 KIMHUKO-(PEHOTUINYECKIX 0COOEHHOCTEl, KOTOPbIe IPEAIONIAraloT HaIMd1e TIaTO/IOTUM, CBS3aHHOI C y4acT-
KOM XpOMOCOMbBI 17q12 ¢ aKIleHTOM Ha Hajndue KMCTO3HOI AMCIUIasyuy modek. ITokasaHo, 4YTO KMCTO3HAsA AMCIUIasusA Oblna
U30/IMPOBAaHHBIM CHMIITOMOM, KOTOPBIi1 He/b3st ObI/IO BHLBUTD 6€3 MHCTPYMEHTA/IbHOTO 00C/IeOBAHS, YTO aKTya/TU3UpPyeT
HeoOXOAVMOCTb PaHHETO IIPOBefeHMs YIbTPa3ByKOBOTO 00C/IefOBaHNs. YCTaHOB/IEHHAsA iellelyist XpoMocoMbl 17q12 y manm-
€HTa, pPOXX/IEHHOTO Ma/JIOBECHBIM [IJIs1 TeCTALIOHHOTO BO3PacTa, M03BO/AET PacllIMPUTD NPeACTaBIeHNA O CIIeKTpe TeHeTude-
CKMX IIPUYMH, 00YCTOBIUBAIOIINX HU3KIIE II0Ka3aTenu $py3n4ecKoro pasBUTys Ipu poxxseHnn. [IpeinoxeH aropuT paHHei
IOVIATHOCTVIKY JJAaHHOJ ITaTOIOTMY B IIepMOjie HOBOPOXXAEHHOCTH C IIPMMEHEHNEM MEeTO[0B ITOJTHO9K30MHOTI'O CEKBEHMPOBAHNA
Y XPOMOCOMHOTO MMKPOMATPUYHOro aHau3a. HabmoneHe MareHToB ¢ KUCTO3HOI FUCIUIa31ell II0YeK, aCCOLMIPOBAHHOI C
Henenyei XpoMocoMbl 17q12, HEOOXOAMMO OCYILECTBIIATD IPY y4aCTUM MYIbTUIIPOGUIbHOI OpUrajbl CIIeLNaTuCTOB: Hepo-
JI0Ta, JETCKOTO 9HJOKPUHOIIOTa, reHeTHKa. [lepCrieKTHBHBIM HalpaBieHneM UCCIIETOBAHNs SIB/ISIETCS pa3paboTKa U IpoBefe-
HIie JaIbHeJIIIIer0 MOHUTOPUHTA JaHHBIX IALIIEHTOB C y9eTOM Pa3sHO0Opasus KIVHUKI.

Knroueevie cnosa: cMHAPOM Jielleliy XpOMOCOMBI 17q12, KMCTO3HAsA AMCI/Iasys I0YeK Y HOBOPOXK/EHHBIX, Majible K TecTa-
LIVIOHHOMY BO3DACTYy.
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Abstract. The article presents clinical cases of chromosome 17q12 deletion syndrome in newborns. The analysis of clinical and
phenotypic features suggesting the presence of pathology associated with the chromosome 17q12 region with an emphasis on the
presence of cystic dysplasia of the kidneys is carried out. It is shown that cystic dysplasia was an isolated symptom that could not
be detected without instrumental examination, which actualizes the need for early ultrasound examination. The established de-
letion of chromosome 17q12 in a patient born small for gestational age allows us to expand our understanding of the spectrum
of genetic causes that cause low rates of physical development at birth. An algorithm for early diagnosis of this pathology in the
neonatal period using whole exome sequencing and chromosomal microarray analysis is proposed. Monitoring of patients with
cystic renal dysplasia associated with deletion of chromosome 17q12 should be carried out with the participation of a multidisci-
plinary team of specialists: nephrologist, pediatric endocrinologist, geneticist. A promising direction of research is the develop-
ment and implementation of further monitoring of these patients, taking into account the diversity of the clinic.
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BBenenne

Kucrosnast 605e3Hp mouek — 3TO 3a0o0/eBaHMe, Xapak-
TepuUsyIoLeecs HaIM4YMEM B IapeHXMMe ITOYeK KNCT, pasfie-
JIEHHBIX KaK CaMOM TOYEYHON TKAaHbBIO, TaK U COENVHUTETb-
HO-TKaHHBIMU Ipocroiikamu [1]. B mocmemume rogsr cpemu
LIMPOKOTO CIIEKTPa IPUYNH JAHHOI ITIATOIOTUM OO/IbIIOe BHM-
MaHIe yfienAeTcs reHeTdeckuM ¢axropam [2]. Hecmorps Ha
paclIpeHne CieKTpa METOIOB FeHeTMYEeCKOTo 00CTIeOBaHNMA,
B OO/BIIMHCTBE CIy4aeB STMOMOTNS KUCTO3HBIX AMCIUIA3MIA
IOYeK OCTA€TCA HeyCTaHOB/IEeHHOM. Ilo mmreparypHbIM [laH-
HBIM, KMCTO3HasA JUCIUIa3Ms aCCOLMMPOBAaHA C MyTalVsIMU B
MHOTOYMCTIEHHBIX T'€HaX, CPefil KOTOPbIX Beflylee MeCTO 3a-
unmaor HNFIB, MET, CER290 [3]. IlToMMMO MOHOT€HHBIX
3ab607eBaHMil, CpelM TPUYMH KUCTO3HOM [MCIUIA3UU BaXK-
HYIO DOJIb UTPAIOT XPOMOCOMHbIE aHOMAJINM, CPEY KOTOPBIX
6071bIIIOe K/IMHIYECKOe 3HAYEHNE MMeeT [eNelysi XPOMOCO-
Mbl 17q12 [4]. ViccnenoBaHnst IOC/IERHNX JI€T TIOKA3a/IN, YTO
KIMHMYeCKass KapTMHA YKa3aHHOTO CMHJPOMa, KaK IIPaBUIIO,
HPOSAB/IAETCA KUCTAMIY ITOYeK, [1abeTOM 5-TO TUIIA Y MOIOZIBIX
mopeit (MODYS5), ammasueit Mronnepa, paccTpoiicTBaMu ay-
TUCTUYECKOTO CIIeKTpa, Mu3odpeHnert, TpyFHOCTAMHU B 00y-
YEeHU, 3a/IeP>KKOJI peueBOro pasBUTIA, HEOHATAIbHBIM XOJIe-
CTa30M ¥ TPAH3UTOPHONM HEOHATA/IbHOV IMIIEpPKa/lIbLVieMueN
[5, 6, 7]. AKTya/IbHOII AB/IAETCS OLIEHKA OT/ATIEHHBIX UCXOfIOB
Y MALIMEHTOB C CMHAPOMOM JIeNIELM XPOMOCOMBI 17q12, cpenn
KOTOPBIX OTMeYaeTcsI 3a/jepXKKa GU3NIeCKOro pa3BUTHA U Ya-
cTble pecnimparopHsle nudekiyu [5]. B gocrynHoit nurepary-
pe mybnMKaIuy o STOMY BOIPOCY MIOUNMC/IEHHBI, 10 KOHIIA
He OIIpefe/IeHbl MPeANKTOPBI, KINHNIECKIe 0COOEHHOCTI U
JICOPUTM IMATHOCTUKY COCTOSHMA B HEOHATAIbHOM IIepUOJIE.
B Hacros1nee BpeMs Hanbomree JOCTYIHBIM AMArHOCTUYECKIM
METOZIOM SAB/IAETCA KapMOTUIMPOBaHMe, OfIHAKO MCCTIefoBa-
HIA TIOKa3aal, YTO IPOBefeHMe MOTHOTO CEKBEHMPOBAHUA
9K30Ma ¥ XpPOMOCOMHOTO MUKPOMAaTPUYHOTO aHa/IM3a MMeeT
3HAYMTENTbHOE MIPEMMYIIECTBO Iepel KapMOTUIIVPOBaHNEM I
[I03BO/ISIET BBUIBUTH XPOMOCOMHBIE QHOMANNM ¢ 60jIee BBICO-
KOJ TOYHOCTBIO [8].

Ilenv uccmedosanuss — OLeHKa KIMHUKO-PEHOTUIINYE-
CKMX OCOOEHHOCTell Yy HOBOPOXK/ICHHBIX JieTell C Hereryeit
XpoMocoMbl 17ql2 u paspaboTka anropurMa paHHeN [ya-
THOCTVIKY YKa3aHHO IIaTO/IOT M.

Omicanue KIMHUYECKNX CTy4YaeB
Knuanvecknii cryyaii Nel

JIOHOIIEHHDII MaNbYMK C TeCTallIOHHBIM BO3PAacTOM
38 Hepenb, OT HEPOLCTBEHHOrO Opaka, OT 3 GepeMeHHOCTH,
2 popos. B aHamHese 1 MCKycCTBeHHBIT a00OpT, 1 cpoyHbIe
porer. Texyiast 6epeMeHHOCTb MaTepy IpoTeKana Ha ¢GoHe
TeCTallIOHHOTO CaxapHOro AuabeTa, aHeMuyu 1 CTeIeHH,
OCTpOIT pecIMpaTOpHOI BUPYCHOI MH(EKINM, yTPO3bI IIpe-
pbIBaHUA GepeMEeHHOCTH B 22 Hefieny, TUIIOTUPEe03a, TecTa-
LVIOHHOW apTepuanbHoI runeprensun. Ha 1-i1 Hepene 6epe-
MEHHOCTH JXeHIyHe 6bU10 npoBefeHo MPT nccnegoBanne B
Bupy 6oseit B cimHe. VI3 aHaMHes3a M3BeCTHO, YTO Y OTILja pe-
OeHKa TMIIOIUIa3Ms IOYKY HEY TOUHEHHOI STMONIOT UM

Pe6éHOK popmncs myteM KecapeBa cedeHus. OlieHKa 110
mkaje Anrap — 8/9 6annos. ITokasaTenu Macchl ¥ JATMHBL
Tea pu poxkpeHun cocrasyunu 3500 r (50-90 ITn) u 53 cm
(>97 Il1y) cooTBeTcTBeHHO. B BO3pacTe 18 cyTOK mOCTymmI
B OTJie/IeHNe TTaTONIOTMY HOBOPOX/IEHHBIX U HEJJOHOMIEHHBIX
MHOTONPOMMIbHOI FETCKOJ OOIBHUIIBI B CBSI3Y C BBLIBJICH-
HBIMM Y/IbTPa3BYKOBBIMM INPM3HAKaMM KJMCTO3HOI JVCIIIA-
3uy 00eX [OYeK M KaTMKOIMeNTo9KTasum ciesa (tabm. 1).

IIpy moBTOpHOM NIpOBElEHNM YIBTPA3BYKOBOTO JICCIIE-
JIOBaHMA IOYeK B Bo3pacTe 1 MecAla COXpaHANMNCD NIPU3Ha-
KJ KVICTO3HOJ AUCIIIa3ny 06enx MoveK, MpefIoIoKNTeIbHO
accoLMMpPOBaHHbIE C IIOIMKICTO3HOI 60/IE3HBIO II0YEK ayTO-
COMHO-pelieccuBHOro tuna (tabmn.1, puc. 1).

B cBAsu ¢ mpepnonaraeMplM HaceCTBEHHBIM T€HE30M
3abormeBaHMsl B Bo3pacTe 1 Mecslja IpoBefieHO 0oOCIenoBa-
HUE MEeTOJIOM IIOIHO9K30MHOTO CeKBeHupoBaHu:A. Ilomy-
YeHbI JJAHHbIE B IIO/Ib3Y HA/IMYMA IeT€pPO3UTOTHON Helelm
y4acTKa XpOMOCOMBI 17 ¢ MpuOAM3NTENIbHBIMU TPAaHULIAMMU
chr17:36486700-37744884, 3axsarbiBaroleir 20 reHOB (B TOM
gncie 15 6emok-Kopupywomux), Bkaoydas ren HNFIB. Tere-
PpO3UTOTHBIE fIe/IeLM B pernoHe 17ql2 panee onycaHsl y na-
L[MEHTOB C CMHJPOMOM Jienienun 17ql2 mnm Kuctamm Imodex
n puaberom (OMIM: 614527) [4]. B mocnenyromem mpose-
JieHa BalupAalus pesylbTaTa MeTOLOM MOJIEKY/ISPHOIO Ka-
puotunuposanua Ha JHK-Muxkpomarpumax, 94To no3Bomu-
710 TIOLTBEPAUTD BBIABIEHHYI0 XPOMOCOMHYIO aHOMAJUIO C
nomolupio pedpepeHcHoro mMetosa. B mampHeiiimem pebeHok
Op11 ocMoTpeH Hedposorom u reHetukom. Ilo pesynbraTam

Pucynoxk 1. VisrpacoHorpaMma modek maryenta Nel. Bospact — 4 cytok. IIpusHaku KMCTO3HOI FYUCIIA3KU 06€MX MoYeK
Figure 1. Ultrasonogram of the kidneys of patient Nel. Age 4 days. Signs of cystic dysplasia of both kidneys
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Tab6nuua / Table 1.
Pe3ynbrarsl yIbTpa3ByKOBOTO MCCTIEJOBAHNS NIOYEK, HANIIOYEYHNKOB ¥ MOY€EBOTO Iy3bIPs
Results of ultrasound examination of the kidneys, adrenal glands and urinary bladder
IIpusnak ITammenT Nel ITammenT Ne2
Sign Patient Nel Patient Ne2
Bospact 4 mHS 1 mecs1 5 cyTOK
Age 4 days 1 month 5 days

HapeHXI/IMa IIOY€K

ITouyxky — HOpMOTONM S, KOHTYPBbI
POBHBIE, YETKIE, Pa3MEPhI
yBeIM4€eHbl. DXOT€HHOCTD
IapEeHXMMBI 00eMX IToYeK
HOBBIIIeHHaA. B obenx

IIOYKaX BU3yaM3UPYIOTCA
OKpYI/Ible 0OPa30BaHMA C
POBHBIMU YETKMMM KOHTYPaMM,
AHOXOT€HHBIE, ABACKY/IAPHbIE,
JAIOT aKyCTUYECKOe
NICEBJJOyCUIIEHME, CTIPaBa 2
00pa3oBaHys: fUaMETPOM 3,7 MM
u 1,4 MM; crieBa 2 06pa3soBaHys:
IVaMeTpoM 6,5 MM 1 2,6 MM
COOTBETCTBEHHO.

Kidneys — normotopy, smooth,
clear contours, enlarged sizes.
Echogenicity of the parenchyma

Ilouxu — HopMmoOTONNA,
KOHTYPbI pOBHBIE, YETKIE,
pasMepbl yBenmueHbl. [IpaBas
IoYKa 49x25 MM, IIapeHxuma
8 MM, /1eBas MoYKa 5x25 MM,
napeHxuMma 9 mm. VHpekc
TIOYeYHOI Macchl 6,8% (Hopma —
4-6%). YJIC He pacumpeHa.
KoHKpeMeHTOB He BbIABJIEHO.
IXOreHHOCTb KOPKOBOTO C/IOS
3HAYUTE/IbHO TIOBbIIIEHA.
KpoBoTok He onpepensercs,
IO}, KaIICy/I0J MHTEHCMBHOCTD
€T0 YMEPEHHO CHIDKEHa.

B xopKoBOM cr10€ 06ernx noyek
BU3Ya/IM3UPYIOTCA eHIYHbIE
KMCTBI IMMETPOM CIIpaBa Jio 3,
c/ieBa 10 4 MM.

Ilouku — HOpMOTONMA,
KOHTYPBI POBHBIE, YETKIE.
IIpaBas moyka — mapeHxmMMa

7 MM, BepXH:As U CPeIHAA YaIIKN
o 3 MM, JIOXaHKa CMEIIaHHOTO
Tina 4 MM, IPOKCUMAJIbHBIN
OTAeN MOYEeTOYHMKa 1-1,5 MM
Ha IIPOTsKEHNN 22 MM.

JleBas mo4YKa — ImapeHxXuMa

2 mm. YJIC pacmmpena, Bce
Jamm 10 9 MM, IoXaHKa
9KCTpapeHa/JbHOro TUMa 16 MM.
KoHKpeMeHTOB He BBIABJIEHO.
OXOreHHOCTb KOPKOBOTO

cnos nosbiteHHasA. KpoBoTok
obenHéH. B kopTHKanbHOM crioe
eIMHIYHbIe KUCTbI, [UaMETPOM
10 2 MM.

Renal parenchyma | of both kidneys is increased. In The kidneys are normotopic, the The kidneys are normotopic, the
both kidneys, rounded formations | contours are smooth, clear, the sizes | contours are smooth and clear.
with smooth, clear contours are are increased. The right kidney Right kidney: parenchyma 7 mm,
visualized, anechoic, avascular, is 49x25 mm, the parenchyma is | upper and middle calyces up to
give acoustic pseudo-amplification, | 8 mm, the left kidney is 51x25 mm, | 3 mm, mixed-type pelvis 4 mm,
on the right there are 2 formations: | the parenchyma is 9 mm. The proximal ureter 1-1.5 mm over
with a diameter of 3.7 mm renal mass index is 6.8% (the 22 mm. Left kidney: parenchyma
and 1.4 mm; on the left — 2 norm is 4-6%). The renal pelvis is | 2 mm. The renal pelvis is dilated,
formations: with a diameter of not dilated. No stones were found. | all calyces up to 9 mm, extrarenal
6.5 mm and 2.6 mm, respectively. | The echogenicity of the cortex is pelvis 16 mm. No stones were
significantly increased. The blood | found. The echogenicity of the
flow is not determined under the | cortex is increased. Blood flow
capsule, its intensity is moderately | is depleted. In the cortical layer,
reduced. In the cortex of both there are single cysts, up to 2 mm
kidneys, single cysts are visualized | in diameter.
with a diameter of up to 3 mm on
the right and up to 4 mm on the
left.
Obnacrs He nsmenena He nsmenena He nsmenena
Ha/IIOYeYHIKOB

Adrenal region

Not changed

Not changed

Not changed

MoueBoii my3ssIpb

Bladder

Dopma mpaBuIbHAsA, 00bEM

4 cM’, pasMepsl B TIpefienax
BO3PAaCTHOJM HOPMBI, KOHTYPBI
poBHbIe. [IUCTabHbIE OTHENbI
MOYETOYHMKOB HE PACLIMPEHBDI.

The shape is correct, the volume is
4 cm’, the dimensions are within
the age norm, the contours are
even. The distal parts of the ureters
are not dilated.

®opma mpaBuIbHas, 00BEM

5 cM?, pasMepsl B IIpefenax
BO3PACTHOJ HOPMBI, KOHTYPBI
poBHbIe. [IUCTaTbHbIE OTEbI
MOYETOYHMKOB He PacIIMPEHBI.

The shape is correct, the volume
is 5 cm?®, the dimensions are
within the age norm, the contours
are even. The distal parts of the
ureters are not dilated.

®opma npaBunbHas, 00BEM

6 cM®, pa3Mepbl B ITpefienax
BO3PAaCTHOJM HOPMBI, KOHTYPBI
poBHbIe. [IUCTabHbIE OTHENbI
MOYETOYHMKOB He PacCIIVpPEHBI.

The shape is correct, the volume
is 6 cm?®, the dimensions are
within the age norm, the contours
are even. The distal parts of the
ureters are not dilated.
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KOMIIJIEKCHOTO aHa/Ii3a MONTyYeHHbIX KIMHUYECKUX JaHHBIX
U MOJIEKY/LIPHO-TEHETUYECKUX METOMIOB MCCIeOBAaHNA BbI-
cTaB/eH juarHo3 «CHHApPOM penenum XpoMocombl 17ql2.
Kucrosnas 6071e3Hb 0YEK».

Heo6xoguMo OTMETUTb, YTO YKasaHHAs XPOMOCOMHAs
aHOMAa/IN MOXKET OBITh aCCOLMMPOBAHA He TONIbKO C KICTO3-
HBIMI AVCIUIa3UAMMU IT0YeK, KOTOPbIe OTMEYaINCh Y JAHHOTO
Hal[eHTa Y>Ke B HEOHaTa/IbHOM Iepuojie, HO M C PasBUTHEM
caxapHoro guabera 5-ro tuna (MODY5) [6]. OgHako 3a ne-
puoy;, HaOJTIOfieH ST HApYLIEHNIT YIIeBOIHOTO 0OMeHa y Imaru-
eHTa He 3a(MKCUPOBAHO.

Knmanyecknii cryyait Ne2

JloHOoIIEHHAs [leBOYKa C FeCTallIOHHbIM Bo3pacToM 39 He-
Henb 5 [Heil, OT HEPOJCTBEHHOro Opaka, oT 2 GepeMeHHOCTH,
2 ponos. Texyas 6epeMeHHOCTb MaTepy IpoTeKasa Ha poHe
BarMHUTA, >Keme3ofepuunTHOIN aHeMuu 1 CTereHu, OCTPOIt
pecrnupaTopHoit BUPYCHOI MHGeKIun. B cBsi3u ¢ BbIAB/IEH-
HBIMI Ha IIPEHATaIbHOM CKPMHMHTIE Y/IbTPa3ByKOBbIMM IIPU-
3HaKaMI ruApoHedpo3a eBoit HOYKY, IIOYEYHOI FUCIIIa3UN
cipaBa Ha 28-29 Hefierie 6epeMeHHOCTH IIPOBeieHa KOHCY/Ib-
Tanys reHeTuka. CeMeiiHblil aHAMHE3 OTATOLIEH: Y cubca Bbl-
SBJIEH IOTIMKUCTO3 ITOYEK HEYCTAHOBJIEHHOM aTnonoruu. B 30
HefleNlb 6epeMEHHOCTH MPOBEEH MePUHATAIbHBI KOHCUIN-
YM, 110 pe3y/lbTaTaM KOTOPOTO PEKOMEH/I0OBAHO IIPOIOHTUPO-
BaHue GepeMeHHOCTH, pellieHe BOIpoca 06 aHTeHaTa/IbHOM
KOPPEKIY BBIABJIEHHOTO IIOPOKA PasBUTHA U ITOCIENyIOIee
HaO/II0fieH e Bpaya ypoJIora Moc/ie pOXKfieH s pebeHKa.

IlokasaTenu Macchbl U IVHBI Te/la P POXKIEHUM COCTa-
Bun 2420 1 (<3 ITiy) u 52 cm (95-97 T1i) cOOTBETCTBEHHO.
OueHka 1o mkane Anrap 8/8 6amnos. Ha 4-e cyTku >xusun
IPOBEJIEHO YIbTPa3ByKOBOe 0OCIeOBaHNe, 10 Pe3y/IbTaTaM
KOTOPOTO BBIABIEHBI TUIPOHEPO3 eBOI MOYKY, IMeToKa-
JIMKO3KTA3UA ¥ MYNbTUKUCTO3 IpaBoil modku. [nsa momorn-
HUTEJIBHOTO 00C/IenoBanms peGEHOK IepeBefiéH B OTHENe-
HIM€ ITIaTOJIOTMIM HOBOPOX/IEHHBIX M HENOHOIIEHHBIX HAeTell
MHOTOIIPOQUIbHOI AeTcKol 6onbHMbl. Ha 5-e cyTknm >xus-
HU TIPOBEJEHO IIOBTOPHOE Y/IbTPa3BYKOBOE MCCTIelOBaHMe
IO4YeK, Ha KOTOPOM ObIIV BbISAB/IEHBI IIPU3HAKU KUCTO3HOM

IVICIUTa3Uu ¥ TUApOHedpo3a JIeBOL OYKH, 2 TAKXKE 9XONPU3-
HaKY [IMeNOKaTMKOIKTa3nu crpasa (puc. 2).

ITpu AynIeKCHOM CKaHMPOBAHUY apTepuil MOYeK COCYAU-
CTBIII PICYHOK JI€BOIT TOYKY 3HAUNTENbHO 00enHEH (Tabm. 1).

IloMrMo mpefcTaBIeHHbIX KIMHUYECKMX CHUMIITOMOB, Y
MalyeHTa OTMeYajach MbILIeYyHass TMIIOTOHMA U CHUH/IPOM
YTHETEHNA, B CBA3M C UYeM IIpOBeieHa KOHCY/IbTallls HeBPO-
nora. [IpencraBneHHble U3MEHEHMSI HOCUIM TPaH3UTOPHBIN
XapakTep ¥ KyIMpPOBaIUCh K 7-My fHIO kusHu. C yuérom
OTATOLIEHHO HAC/TeCTBEHHOCTV U NPU3HAKOB KVMCTO3HO
TUCIUIAsUy HOYeK IPOBELIEHO MOJIEKY/IAPHO-TEHETUIECKOE
obcrejoBaHMe METOOM IIOTHOTO CEKBEHMPOBAHMS 9K30Ma
Ha 23-u cyTKu XusHu. [lony4densl faHHbIe B IONb3Y HAMNYNUA
IeIenyy y4acTKa XpOMOCOMBI 17 ¢ IpMOIM3UTeTbHBIMU IPpa-
uunamu chr17:36486700-37744919, Bxmovaroleir 15 6emok-
KOZIMPYIOLIMX TeHOB, B ToM unucie HNF1B. Ilogo6Hble pene-
IMM TaKXXe OIVCAHBbI KaK acCOLMMPOBaHHBIE C CUHPOMOM
Kuct moyvek u guabera (OMIM: 614527). ITpoBepeHa Bampaa-
1ys1 pe3ynbraTa peepeHCHBIM METOHOM XPOMOCOMHOTO MU-
KpOMaTpUYHOTO aHA/IN3a.

TakuMm o6pasoM, HaaM4yye XapaKTEPHOI KIMHWYECKON
KapTUHBI, TOLTBEP)KIEHHON MOJIEKY/IAPHO-TeHETUIEeCKIMM
METOJaMy, IO3BOMMINA YCTAaHOBUTb I'€HE3 KICTO3HOI MuC-
IIasuy moyvek. JIpyrux nsmeHeHuit peHoTMIa, KOTOPBIE HO-
3BO/IUIM Obl MPERHIOIOKNATh CHHAPOMA/IbHYIO MaTONIOTHUIO,
y 06C/IefOBaHHBIX MMAIMEHTOB He YCTAHOBJICHO.

O6c¢yxaeHne

O6cyxpas TpefcTaBlIeHHble KIMHUYECKMe Habmofe-
HUA, Mbl CUUTaEM HeO6XOI[I/IMI)IM AKIIEHTVPOBATb BHMMaA-
HIfe Ha TOM, YTO KJCTO3Has JUCIUIa3us Oblla yCTaHOBIEHA
y 060uX feTell B paHHeM HeOHaTa/JbHOM Iepuope. [TpuHm-
Masi BO BHMMaHMe, 9TO 00a peGeHKa MMeNy OTATOLIEHHBI
CeMeilHbIl aHaAMHe3, a KMCTO3Hasl AMCIUIa3us ObUIa M30MNU-
POBaHHBIM CUMIITOMOM, KOTOprI;'[ HE/Ib34 6])1)'[0 BbBIABUTD
6e3 MHCTPYMEHTA/IbHOTO OOC/IEefOBAHMs, C MPAKTUIECKON
TOYKM 3pE€HNs, NPEACTABI/IAETCA aKTYya/IbHbBIM paHHEE IIPO-
BelleHUe Y/IbTPAa3BYKOBOTO OOC/IeNOBaHMA y HAIMEHTOB C
AQHAJIOTYHBIMM  K/IVHUKO-aHAMHECTVYECKMMM  JAHHBIMIUL.

PucyHok 2. YnbrpacoHorpamma modek mnanyenra Ne2. Bospact — 5 cyTok. [IpusHaku KMCTO3HON JUCIUIa3My U TUpoHedpo3a
JIeBOJI TIOYKM, SXONPU3HAKY [MEeNOKaTNKOIKTa3UM CITPpaBa
Figure 2. Ultrasonogram of the kidneys of patient Ne2. Age 5 days. Signs of cystic dysplasia and hydronephrosis of the left kidney,
echo signs of pyelocalyectasis on the right
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Heo6X0A1MO OTMETHUTD, YTO YCTAHOBJICHHAA JeTeLMs Xpo-
MocoMmbl 17ql2 y manyenTa, po)KAE€HHOIO MajlOBECHBIM 1A
TeCTAllIOHHOTO BO3PacTa, MO3BO/AET PACHIMPUTh BO3MOX-
HBIII CHEKTP FeHEeTUYEeCKUX [IPUYNH, 00YCIOBUBLINX HU3KIE
oKasaresy pr3MIecKoro pasBUTHS IPU POKAECHNNL.
IIpencraBieHHble B IUTEPAType CBeNEHNA He IO3BOJAIOT
YCTAQHOBUTD CHEIMPNIECKUX MPU3HAKOB, KOTOpble ObIIM ObI
XapaKTepHbI 711 JaHHOTO CMHApoMa. B HacTosIee BpeMs II0-
Ka3aHo, 4yTo MyTauyy B reHe HNFIB accoummpoBaHbl C II0-
JIMMOPQHOI K/IMHNYECKON KAPTUMHON M MY/IBTUCHCTEMHBIM
TIOPAXEHMEM C BOBJIEYEHVEM MOYEIIOIOBON, 3HJOKPMHHOM,
MMIIeBapUTENIbHO 1 HEepBHOI cucTeMbl. Yallle Bcero maHHOe
3ab071eBaHNe IPOAB/IACTCS JBYXCTOPOHHNM KVCTO3HBIM IIOpa-
>keHueM modek [1]. Takyke OmymcaHbl KJIMHUYECKME CUMITTOMBI
B Bujie pa3BuTus caxapHoro guadera (MODY, tur 5), KoTopsiit
puarHocTupyetcs y 40% TaKuX IalieHTOB U BO3HMKAET B BO3-
pacre o 25 tet [5, 6]. B Hatem nccrenoBaHMM B IepUOfie HOBO-
POX/IEHHOCTY HapyILIeHNIT yI/IeBOTHOIO 0OMeHa He OTMEYEHO.
PaHHee TpOBefieHNe MOJIEKY/IAPHO-TeHETNYECKOTo 06cIe-
TOBaHMA IIO3BOJINIO YCTAHOBUTD AMArHO3 0OOMM IalieHTaM,
4TO aKTya/M3UpyeT HEOOXONMMOCTb IIPOBENEHVsI ITOTTHOIK-
30MHOTO CeKBEHVMPOBaHUsI 11 (IIpy HEOOXOMMOCTI) XPOMO-
COMHOT'0 MUKPOMAaTPUYHOTO aHa/IM3a [JI1 paHHel AMarHoCTH-
K1 ¥ HGOPMMPOBAHNA Ha/IbHeNIIIell TPaeKTOPUM HAOTIONeHNA.
BolaBieHHas fenennA CBsA3aHa C y4aCTKOM XpoMocoMbl 17q12,
KoTopas KopgupyeT reH HNFIB. JJaHHbIN TeH y4acTBYeT B pa3-
BUTUM HepOHA M PpErympyeT pasBuUTUe IMOPUOHAIBHOM
TIOfIKENTYJOUHOM >Kenie3bl. MyTaluy B 3TOM TeHe IPUBOJAT K
00pasoBaHMIO KUCT B ITOYKAX, MHCYIMHOHE3ABVMCUMOMY Ca-
XapHOMY AuabeTy, KpoMe TOTrO, MMEIOTCs CBEEHsI, YTO 9KC-
IpeccusA YKa3aHHOTO IeHa M3MEHAETCA IIPU HEKOTOPBIX OHKO-
norndecknx 3abonesannsax [4]. ITo manasiM 6a3br GeneCards:
The Human Gene Database (www.genecards.org), u3MeHeHUs,
cBa3aHHble ¢ TeHOM HNFIB, ABIA0TCA Hambomee 4acThIMU

IIPUYMHAMY KMCTO3HOM AMCIUIa3UY MOYeK. DKCIePYMEHTAIb-
Hble UCCTIefoBaHysl Ha Mofenyu feduiura HNFI1B no3Bonnim
YCTaHOBUTB, 4TO GOPMMPOBaHIE IIONMUKICTO3a OYeK acCOIM-
MPOBAHO CO CHIDKEHJEM UM OTCYTCTBHeM aKcnpeccym MPHK
HNFIB B cobupaTenbHbIX TpyOOUKax IVIOfa ¢ 0OpasoBaHM-
€M aHOMaJIbHBIX He()POHOB, XapaKTePU3YIOIINXCS HAIMIMEM
KITy6OYKOB C PaCIIMPEeHHBIM MPOCTPAHCTBOM BoyMeHa, He-
MIOCPeNCTBEHHO COENVHEHHBIX C COOMPATETIbHBIMIU IIPOTOKA-
MU IPYMUTUBHBIMY KaHA/IbIIAMY U3-32 OTCYTCTBUS IMPOKCH-
MaJIbHBIX ¥ JUICTATbHBIX M3BUTHIX KaHAJIbIIEB U MeTIN leHre
[6]. Tax>xe MMEIOTCS CBEEHNSI O AHOMA/IbBHOM Pa3BETB/ICHUN
3a4aTKa MOYETOYHMKA U HECIIOCOOHOCTM OKPY>KAIOLIMX Me-
3€HXMMAJIBHBIX KJIETOK TPaHC(OPMUPOBATHCS B SMUTENI
Ha paHHUX 9Talax HeyporeHesa Py OTCYTCTBUY SKCIIPECCUU
reda HNF1B.

3akmoueHne

TTaumeHTaM C OTATOIIEHHBIM CEMEHBIM aHaMHe30M (Ha-
M4Me TUIIOIUIa3MM MOYKM M IIOJIMKMCTO3a IOYEK Y poju-
Telelt Wi CUOCOB), a TaKXKe POXAEHHBIM MajbIMU WK
MaJIOBECHBIMMU JI/ISl TeCTAL[MOHHOTO BO3pacTa MOKa3aHo Mpo-
BefleH)e YIbTPa3ByKOBOIO JICC/IELOBAHMA IIOYEK B paHHEM
HeOHaTa/IbHOM Tiepyogie. IIpy ycTaHOB/IEHHDBIX KIMHUYECKNX
U MHCTPYMEHTa/IbHBIX IIPM3HAKAX KMCTO3HOM JUCIIIA3UY 10-
4eK He0OXOAMMO BK/TIOUeHIe HOBOPOXKAEHHOTO B IPYIIITY /IS
NpOBefieH!sA CeNTeKTUBHOIO 3K30MHOTO CKPUMHMHTIA C 1LIe/IbI0
IIOMICKa BO3MOXKHBIX XpPOMOCOMHBIX aHOManuii. Habmonenne
MalMEeHTOB C KMUCTO3HOM AVCIIa3Nell MOYeK, aCCOLMMPOBaH-
HOIT ¢ fienerjyert XxpoMocoMbl 17q12, HeOOXOAMMO OCYIIeCT-
B/IATD IIPU yYaCTUV MYABTUIPOGIIBHON OpUrafbl Crenmu-
QIUCTOB: He(pOJIOra, JETCKOIO SHJOKPUHOJIOrA, reHeTHKa.
IlepcrieKTMBHBIM HalpaBjieHNEM MWCCIeOBAaHUS SIBAETCSA
paspaboTKa 1 IpoBefieHNe fanbHeIIero MOHUTOPUHTA TaH-
HBIX MAI[MEHTOB C YYETOM Pa3HO00Opa3nsa KIMHNKN.
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