Nno AaHHbIM KOMOWHMPOBAHHOW OLEHKM YPOOUHAMUKU
BEPXHUX U HKHUX MOYEBBIX NyTen coctaBuna 84%.

@DyHKUMOHANBHLIN XapakTep ypoanHaMu4eckon o6-
CTpyKUMn, 06yCnoBreHHbIN My3bIpHO-MOYETOYHNKOBBIMUA
pedntokcamu, B MOCTHaTanbHOM nepuoge Obin noa-
TBepxaeHa B 11 (64,7%) HabnogeHnsx no gaHHbIM ypo-
nornyeckoro obcnenosanus ny 9 (52,9%) neten 6eina
OnarHocTupoBaHa WHEKUMsT MOYEBLIBOASILLEN CuCTe-
Mbl C HEMOSHBIM OMOPOXHEHNEM MOYEBOTO My3bIpSl.

B HacTosiee Bpemst xumBbl 39 getein. OguH pebEHok
normb npu sBNEHMsAX ypocencuca B Bospacte 3 Mecs-
LEeB, NPUYNHOM KOTOPOro cTan ABYCTOPOHHWIA pedbritok-
cupyoLwmnin ypeteporngpoHedpos V creneHu.

MpoBenéHHoe obcnenoBaHve M KaTaMHECTUYECKOE
HabntogeHne B TedeHne 3-X NeT NOoATBEPAUNN OpraHu-
YECKMIN XapaKTep ypoaMHaMUYecKMX HapyleHun y 23
(92%) petein. Xmpypruyeckas KoppeKLms NopokoB Gbina
npouseeneHa 12 (52,2%) petam. KnuHnyeckas kapTmHa
nuenoHedpwuTa BoisBneHa y 14 (60,9%) oeten.

DyHKUMOHANbHLIN XapakTep ypoanHaMM4eckux pac-
CTPOWNCTB MOCTHaTarnbHOe ypornornyeckoe obcrnenosa-
Hue nogTeepauno B 13 (76,5%) HabntogeHusx. Hannune
Ny3bIPHO-MOYETOYHMKOBOTO pedintokca Obino BbISIBIIEHO
y 13 (76,5%) peten, HerporeHHast ANCAHYHKLNS MOYEBO-
ro ny3bipsa —y 10 (58,8%), nHekuma moyesbiBogALLEN
cuctembl — y 14 (82,3%). OnepatmBHOe neveHue npo-
BeaeHo 1 (5,9%) pebeHky.

TakuM 06pa3oM, NpeanoxeHHbIe KpUTepun auarHo-
CTUKN OBCTPYKTUBHBIX YPONaTuiA OpraHN4eckoro u yHk-
LUMOHaNbHOro Xxapaktepa B MNepuog BHYTPUYTPOOHOro
pa3BuTMSA Nnoga obnagatoT BbICOKOW HAAEXHOCTbIO, YTO
Nno3BONsET PEKOMEHO0BATh UX AN NPUMEHEHUS B Mpak-
TMYECKOM 30PaBOOXPAHEHNN.

O6cyxaeHue. Oxorpaduns ABNSAETCA BaXKHbIM Me-
TOOOM (PYHKLMOHANBHOW OLEHKM MOYEBbIOENUTENBHOWN
cuctembl nnoga. lNMpeHatansHoe ypoouHammnyeckoe o6-
crnefoBaHue u aeTanbHasi oueHKa PyHKLUUN HDKHUX MO-
YeBbIX MyTen Nnokasana CyLeCTBEHHblEe OTKNOHEHUS OT
HOpMbI NpU OPMMPOBAHUN Y NNOOO0B OOCTPYKTUBHBIX
yponatuin. ConocTaensis AMHaAMWKY pocTa pasMepoB
YalleYHO-NT0XaHOYHON CUCTEMbI MIT04a M COCTOSTHUS HNXK-
HUX MOYEBbIX NyTEN HEOOXOANMO OTMETUTL PE3KO BhIpa-
YKEHHYIO ANCMPOMNOPLMI0 MEXAY POCTOM €MKOCTU MOYe-
BOrO My3bIpsi, CKOPOCTbIO BbIBEAEHWS MOYM U 4aCTOTON
MOYEUCTNYCKaHNA B COMETAHMMN C HEMOSHbIM OMOPOXKHE-
HMEM MOYEBOTO Ny3bips 1 6OMbLUIMM KONMMYECTBOM OCTa-
TOYHOM Moun. [poBeaEHHbIE UCcneaoBaHUs nokasanu,
YTO CTeneHb paclMpPeHUs NOXaHKU U MOYETOYHUKA He
asnsercs auddepeHumansHO-ANarHoCTUYECKUM KpUTe-
pyemM opraHMyecKkoro unmn yHKLMoHanNbLHOro xapakrepa
ypoaumHammuyeckon obcTpykumn. OpHako, uMcnonbays
NPVHLUMMN OLEHKN COCTOSIHUS BEPXHUX MOYEBLIX MyTEN B
COMOCTaBIEHNN C YPOANHAMMKOWN HUKHUX MOYEBbLIX My-
TEeN nrnoga, MOXHO C JOCTaTOYHOW CTEMNEHbI0 TOYHOCTH
NPOBECTY NpeHaTanbHbI AnddepeHumnanbHbii AMarHo3
BapuaHToB MOpOKoB. Kputepmsamu yHKLMOHANbHOIO
BapuaHta ypoaMHaMuUyecKkon OOCTPYKUMM MOXaHOYHO-
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MOYETOYHMKOBOIO 1 NMY3bIPHO-MOYETOYHUKOBOIO CErMeH-
TOB sBNsiNacb WX MysblpHas 3aBMCMMOCTb. OpraHude-
CKOE MopaXeHWe 3TUX CErMEHTOB HE COMpPOBOXAaroch
M3MEHEHMEM PA3MEPOB NTOXaHKM U MOYETOYHMKA B NPO-
LLlecce HarnoITHEHMSA U OMOPOXHEHUS MOYEBOrO My3bIpsi.
OpraHuyeckuin BapnaHT ypoaMHAMNYECKON OBCTPYKLUMM
B Hallem MCcCneaoBaHuu, OOYCMOBMEHHbIA OpraHuye-
CKMM CTEHO30M, XapaKkTepu3oBarncsa OTCyTCTBUEM [MHa-
MUKN M3MEHEHUS nepegHe3afHero pasMmepa floxaHku B
npouecce eCTeCTBEHHOIO HanofTHEHUS U OMOPOXHEHMS
MO4Y€BOr0 My3bIpsi Nnoaa.

3akntoveHmne. brarogaps Metogy npeHatanbHoun
PYHKLMOHANbHOWM ANAarHOCTUKN HXKHUX MOYEBLIX NMYTEN,
nony4YeHbl NPUHLUMNNANbsHO HOBbIE AaHHbIE O TOM, YTO B
naroreHese o6CTPYKTUBHLIX yponaTuii y nroga, NoM1MMO
OKKIMO3MOHHBIX MPOLIECCOB MOYEBOrO TpaKTa, BaXKHas
ponb MPUHAANEXUT YHKLMOHANbHBIM HapyLUEHUAM
YypOOUHaMUKN B MpoLecce BHYTPUYTPOOHOro pas3BuTUS.
MpeHatanbHOE wuccnegoBaHUE YPOAMHAMMKMA  HUKHUX
MOYEBbIX NyTeN LienecoobpasHo Npy HanMumMmn y nnoaa
naToniornMm co CTOPOHbI MOYEBbLIAENUTENBLHONW CUCTEMBI,
no pesynsrataM KOTOPOro CTPOWUTCS NIaH U onpeaens-
eTcsa 06beM ganbHenLwero nocTHaTansHoro obcnenosa-
Hus. Takon nogxon M3baenseT HOBOPOXAEHHOIO OT He-
HY>XHOTO MHCTPYMEHTarnbHOro o6¢crnefoBaHNst Ha HMKHNX
MOYEBBIX MYTSIX, YCKOPSET MOCTAHOBKY M BepuduKaumo
aunarHosa n obecneunmBaeT Ha4yano feYeHns Ha OOKNu-
HWYECKOM 3Tane pasBuTusa 3aboneBaHus.

Bubnuorpaduyeckuin cnucok

1. CtpyukoBa, H.lO. 3HayeHve axorpacdum B npeHatanbHon
AMarHOCTUKE NaTonorMy MOYEBbLIOENUTENBHON CUCTEMBbI: ABTO-
ped. Anc... kaH. mea. Hayk / H.}O. Ctpydkosa. — M:, 2000. — 21 c.

2. l'enbAar, B.I. MocTHaTanbHas oueHka 06CTPYKTUBHBIX YpO-
naTuw, BbisiBNEHHbIX npeHataneHo / B.I. Tenbar // Oetckas xu-
pyprusi. — 2005. — Ne 6. — C. 12-16.

3. Kpacosckas, T.B. [uarHocTnyeckue Kputepum QyHK-
LMOHANBbHOIO U OPraHUYecKoro  MOPaKEHUSI  NTOXaHOYHO-
MOYETOYHUKOBOrO CermMeHTa y HoBopoxaeHHbIx / T.B. Kpacos-
ckast // Oetckasa xupyprus. — 2002. — Ne2. — C. 17-20.

4. Campbell, S. The antenatal measurement of fetal urine
production / S. Campbell // J. Obstet. Gynecol. Br. Commow. —
V.80. — 1973. — P. 680.

5. Wladimiroff, J.W. Fetal urine-production rates in normal
and complicated pregnancy / J.W. Wladimiroff, S. Campbell //
Lancet. - V.1. - 1974. — P. 151-154.

6. Grignon, A. Urinary tract dilatation in utero: classification
and clinical applications / A. Grignon // Radiology. — 1986. —
V. 160. — P. 645-647.

7. YexoHaukast, M.J1. OueHka ypoguHaMUKN HUXKHUX MOue-
BbIX MyTeW nnoga npu u3nonorMyeckom TedeHun GepeMeHHo-
ctn / M.J1. YexoHaukas, INM.B. MeiGoyko, B.H. lemunaos // Ypono-
rms. — 2005. — Ne2. — C. 60-63.

8. YexoHaukas, M.J1. OueHka yHKLUM MOYEBbIAENUTENBHON
cucTeMbl Nnoaa npu uamonormyeckom 1 NaToriormyeckom Tede-
HUM 6epemeHHocTU: ABTOped. Auc....A-pa Med. Hayk / M.J1. Ye-
XoHaukasi. — Capatos, 2006. — 42 c.

9. YexoHaukasi, M.Jl. AHTeHaTanbHOe NPOrHO3MpOBaHME
pa3BUTUS MHPEKLUMN MOYEBON CUCTEMBI Y HOBOPOXAEHHOMO /
M.J1. YexoHaukas, M.B. Mmbi6ouko, B.H. Oemunaos // NpeHaTtanb-
Hasa amarHocTtuka. — 2005. — T.4. —Ne 2. - C. 111-115.

OpI/IFI/IHaJ'IbHaFl cTaTtbsa

KPUTEPHUU KAMHUUYECKOM JMATHOCTHKHU U BbIBOP AEYEBHOM TAKTUKH
YINAUHMEHTOB C HEOIIPEAEAEHHOCTDIO I[TOAA

H.B. Bonnomoea — 'OY Bl1O Capamosckuli F'MY um. B.U. Pasymosckoeo Poc3dpasa, 3a8. kaghedpol rnpornedesmuxu 0emckux
bonesHel, demckoli 3HOOKpuHonoauu u duabemorioeuu, npogeccop, dokmop MeduyuHcKux Hayk; [.A. Mopo3oe — OY Bl1O Capa-
mosckutl 'MY um. B.W. Pasymoseckozo Poc3dpasa, dupekmop HUM chyHdameHmarnbHOU U KnuHU4Yeckol ypoHegpponoauu CIrMY, 3ase.
kaghedpoli xupypauu demckozo so3pacma um. H.U. 3axaposa, npogeccop, dokmop meduyuHckux Hayk; H.FO. Palizopodckasi — [OY
BIr1O Capamosckuli F'MY um. B.U. Pasymosckozo Poc3dpasa, accucmeHm kagedpsbi npornedesmuku 0emckux 6oneaHel, demckol
9HOOKpPUHOTo2uu U duabemornoauu, Hay4Hbil compydHuk HUW ypoHegbponoauu, kaHOudam meduyuHckux Hayk; [.A. XKapkoe — (TOY
BI1O Capamosckuti TMY um. B./. Pasymosckozo Poc3dpasa, accucmeHm Kaghedpbl xupypeuu 0emcKo20 eospacma, Hay4HbIl co-
mpy0oHuk HUW yporegpponoeauu; M.M. INpueopbesa — OY BIN1O Capamosckuti MY um. B.W1. Pasymosckoeo Poc3dpaea, HW ¢pyH-
OameHmarbHoOU U KIuHUYecKol ypoHeghponoauu, Hay4Hbil compyOHuk; E.H. Limokantok — OY BINO Capamosckuti F'MY um. B./.
Pa3symosckozo Poc3dpasa, HUMN chyHOameHmanbHOU U KIUHUYECKOU ypoHegpoioauu, Hay4YHbil compyOHUK.

CapatoBckuit Hay4Ho-meauumnHeKuiA xxypHan. 2010. Tom 6. Ne 1.



UROLOGY 179

CRITERIA OF CLINICAL DIAGNOSTICS AND CHOICE OF TREATMENT STRATEGY IN
CHILDREN WITH DISODERS OF SEXUAL DEVELOPMENT

N.V. Bolotova — Saratov State Medical University n.a. V.l. Razumovsky, Head of Department of Children Diseases Propaedeutics,
Children Endocrinology and Diabetology, Professor, Doctor of Medical Science; D.A. Morozov — Saratov State Medical University n.a.
V.I. Razumovsky, Director of Saratov Scientific Research Institute of Fundamental and Clinical Uronephrology, Head of Department
of Pediatric Surgery, Professor, Doctor of Medical Science; N.Ju. Raygorodskaya — Saratov State Medical University n.a. V.I. Razu-
movsky, Department of Children Diseases Propaededutics, Children Endocrinology and Diabetology, Research Assistant of Saratov
Scientific Research Institute of Fundamental and Clinical Uronephrology, Candidate of Medical Science; D.A. Zharkov — Saratov
State Medical University n.a. V.I. Razumovsky, Department of Pediatric Surgery, Research Assistant of Saratov Scientific Research
Institute of Fundamental and Clinical Uronephrology; M.M. Grigorjeva — Saratov State Medical University n.a. V.I. Razumovsky,
Research Assistant of Saratov Scientific Research Institute of Fundamental and Clinical Uronephrology; E.N. Tsmokalyuk — Saratov
State Medical University n.a. V.I. Razumovsky, Research Assistant of Saratov Scientific Research Institute of Fundamental and Clini-
cal Uronephrology.

Hara noctynnenns — 01.10. 09 r. [ata npuHatua B nedatb — 15.02.10 1.
H.B. Bonnomoea, [].A. Mopo3oe, H.10. Palizopodckas u dp. Kputepum KnMHUYeCKon AUarHOCTMKM M BbIGOp ne4yeGHON Tak-
TUKM Yy NALMEHTOB C HeonpeaeneHHOCTLIo nona. CapaToBCKui Hay4yHO-MeaMUMHCKUM XKypHan, 2010, Tom 6, Ne 1, c. 178-182.

B TeueHne nocnepHmx 3-x net uncno 6onbHbIX, 06cneayembix B knuHMkax CapaTtoBCKOro MeAULIMHCKOrO YHMUBEp-
cuTeTa Mo NOBOAY NaToNorMm NoroBoro pas3snTus, Bo3pocno B 3,54 pasa. Ocoboro BHUMaHUS 3acnyXMBatoT NaLUeHTbI
C HapyweHneM chopmmpoBanus nomna (HPIM), korga cBoeBpeMeHHas AMarHOCTMKa onpeaenseT BbliOOp NonoBon npu-
HaZNeXHOCTW U NPOrHO3 coumansHon peabunuTaummn pebeHka. Lienbio paboTbl ABMOCH Ha OCHOBaHWW KOMMIIEKCHOTO
obcrnenoBaHns aeten ¢ HeonpeaeneHHON NonoBON NPUHAANEXHOCTLIO OLEHUTb CTPYKTYPY HapyLleHui hopmmpoBsa-
Husa nona B . CapatoBe, KpuTepun Bbibopa rpaxgaHCKoro nona u TakTUKM XMpyprudeckoro neveHus. Marepuanel un
mMeTtoapl: 3a nepuog ¢ 2006 no 2008 rr. obcnegoBaHo 58 geten ¢ pa3nuuHbiMmM BapnaHTamm HOI B BospacTe ot 0
no 17 net. ObcnepnoBaHWe BKMHOYAo KIMMHUYECKYH OLEHKY HapyXXHbIX MOMOBLIX OPraHoB, LIMTOreHETUYECKME Uccre-
[oBaHuS: kapuoTunupoBaHue u Fish, ropmoHanbHble uccneaoBaHns, axorpaduio MOLLOHKM 1 OpraHoB Manoro Tasa,
LMCTOYPETPOCKONNIO, ANArHOCTUYECKYI0 nanapockonuio ¢ buoncuen 1 nocnegyowmm Mopdonormyeckum uccneao-
BaHveM. Pesynbrathl: cTpykTypy HOI B . CapaTtoBe coctaBnsaT abeppaumm nonosbix Xxpomocom — 21,4%; ancreHe-
3us roHag — 26,2%; 0BOTECTUKYNAPHOE HapyLueHne oopMupoBaHus nona — 2,3%, 46,XX TecTnkynspHoe HapyLueHue
dopmuposaHus nona — 2,3%, C CUHAPOM TECTUKYNSAPHON heMrHnsaumm — 4,7%. B ctatbe onucaHbl kputepun Boibopa
rpaXxgaHCcKoro nona v XMpypruyeckoro NevYeHnst AaHHbIX NauneHToB. 3akmnoveHne: HOBOPOXAEHHbIE C aHOMarbHbIM
CTPOEHNEM HapY>XHbIX MOMOBbLIX OPraHOB AOIMKHbI ObITb 06CcNegoBaHbl B CNELManmM3npoBaHHbIX LIEHTpax npu y4acTum
MHoronpodgunsHoOn komaHabl. Heobxoanmo npoBeaeHNe KapuoTUNMPOBaHUS U YNBTPa3BYKOBOIO CKaHNPOBaHWS cpasy
nocrne poXxaeHus € Lenbilo YCTaHOBIEHWS FreHETUYECKOro U roHagHoro nona pebeHka.

KnioueBble cnoBa: HapyLueHe hOpMUPOBaHHS NOMa, MOMOBbIE XPOMOCOMbI, AUCTEHENS TOHAL,

N.V. Bolotova, D.A. Morozov, N.U. Raygorodskaya et all. Criteria of Clinical Diagnostics and Choice of Treatment Strategy in
Children with Disoders of Sexual Development. Saratov Journal of Medical Scientific Research, 2010, vol. 6, Ne 1, p. 178-182.

The number of patients with disorders of sexual development (DSD) has increased in 3.54 times during the last three
years. The aim is to define the structure of intersexual disorders in children from Saratov, criteria of gender assignment
and surgical approach. During the period of three years (from 2006 till 2008) 58 children with DSD aged 0 — 17 were
examined. Assessment of external genitals, cytogenetic investigation, hormonal tests were performed. Imaging stud-
ies included ultrasonography, cystourethroscopy and laparoscopy with histological investigation. Considering the data
DSD in children from Saratov compose sex chromosome DSD — 21,4 %, Gonadal dysgenesis — 26,2%, ovotesticular
DSD - 2,3%, 46,XX testicular DSD - 2,3 %, complete androgen insensitivity syndrome - 4,7%. The criteria of gender
assignment and surgical approach have been described in the article. The research concludes that the infants with
intersexual genitels should be examined in special care centers by multispecialty team. It is nessesary to perform the
karyotype test and ultrasonic study in newborns to detect the genetic and gonadal gender of the child.

Key words: disorders of sexual development, sex chromosome, Gonadal dysgenesis.

Ha npoTsxeHnM MHOrMx BEKOB NauueHTbl C Heomnpe-
OEeneHHOW MonoBON NPUHaANEXHOCTLIO OCTaBanuch 3a
npegenamm NOHMMaHUA MNpaKTUYEecKux Bpadven. «lep-
MadpoauTn3M» — TEPMUH, 0Opa3oBaHHbIN KOMOUHaLMEN
cnos 'epmec u AcdpoauTa, Bnepsble onucaH y Naynsa Bo

nosiBUnacb BO3MOXHOCTb paHHEN (heMUHU3NPYHLOLLEN 1
MacCKyITMHN3MPYHIOLLEN KOPPEKLMM HapY>KHbIX MOMOBbLIX
OpraHoB C nocregyroLmMm BocnutaHnem pebeHka B eau-
HOM rpaXkgaHCKOM M doeHoTMnMyeckom none. HakoHedu,
pacluMpeHbl BO3MOXHOCTM FOpMOHOTepanuu, obecne-

Il BEKe H.3. Kak 04eHb YHU3UTENbHbIN AedekT ans obomnx
nonos. Cembu, rae poxganucb AeTU C ABOWCTBEHHbIM
CTPOEHMEM HapPYXHbIX MOMOBbLIX OpPraHoB, CTapanucb
OrpaHMyYnTL UX B3aUMOAEWCTBUME CO CBEPCTHUKAMW,
nsberann obpawieHns k cneumanuctam. CoumanbHbIn
KOH(NMKT nauneHToB onpeaensscs aHomasrnbHbIM aHa-
TOMUYECKUM CTPOEHUEM HAPY>KHbIX MOMOBbIX OPraHoB,
rOpMOHanbHOM HeOOCTaTOYHOCTBH), HEBO3MOXHOCTBIO
BOCMPOM3BOACTBa NMOTOMCTBA, YTO BENo K oopMmnpoBa-
HUIO TAXKENbIX MCUXONOMMYECKMUX paccTponcTs [1, 2].

C pasBuTMEM LMTOrEHETUYECKON MU MOMEKYNAPHON
ONarHoCTUKM caenaH peBOMOLMOHHBIN war B noHMMa-
HUW 3aTMonaTtoreHe3a 3aboneBaHWI NOMOBOro Pa3BUTUS
[3]. C BO3HWMKHOBEHNEM AETCKOM NIACTUHECKON XUPYPrm

OTBeTCTBEHHbIN aBTOp — Paiiropoackas Hapgexaa HOpbeBHa
410040, r. Caparos, np. 50 net Okts6ps A4. 77, kB. 12,
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ynBawLen opMMpoBaHNE BTOPUYHBLIX MOSOBLIX NPU-
3HaKOB W coumanbHoe noBegeHue nauueHToB COrnacHo
BbIGpaHHOMY Mony.

HakonneHue 3HaHWI 1 BO3pacTalowmnmn UHTepec cne-
LUManucToB K AaHHOW npobrneme onpeaenunu HoBble
3agaun: 1) HeoBXOAMMOCTb CO34aHUst eQUHBIX MeXay-
HapOAHbIX pekoMeHOauun Bbibopa MOMOBOM MpUHAA-
NEXHOCTU M TaKTUKN BeAeHUs NauMeHTOB; 2) BBeAeHWE
reHETUYECKMX OCHOB NaTonorn1 nona B knaccugukaumo
3aboneBaHuii; 3) NpoBEeAEHNE XMPYPIMYECKOW MIacTUKn
HapY>XHbIX MOMOBbIX OPraHoOB COrMacHO BblIOpaHHOMY
nony B TEYEHUE NEPBOro roaa xm3Hun pebeHka; 3) pele-
HMe BOMPOCOB 3TUKU N coLMarnbHON 3aLnThl NaLUMEHTOB
C HeonpeaeneHHocTbio nona. B aerycte 2006 r. EBpo-
nenckon accoumaumen 3HAOKPUHOIOrOB OblNl MPUHAT
KOHCEHCYC MO OKas3aHWI0 MOMOLUM AETAM C Heonpene-
neHHocTblo nona [4]. B oCHOBY KOHCeEHCyca MornoxeHa
HOBas HOMEHKNaTypa 1 knaccudukauusa 3abonesaHun,
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COMPOBOXAAMLLMXCA WMHTEpPCeKCyarnbHbIM CTPOEHNEM
Hapy>XHbIX NOMOBbIX OpraHoB. lpeanoxeHo oTkasaTb-
Csl OT TepMmnHa «repmadpoanTuamM», Kak 3TUYECKN He-
NPUEMNEMOro U 3aMeHUTb ero TePMUHOM «HapyLLeHue
dopmmpoBaHusa nona» (H®M). B rpynny HapylleHui
dopmMupoBaHns nona cregyer OTHECTW HOBOPOXAEH-
HblX, MMEIOLWMX: a) UHTepCeKCyanbHOe CTpPOeHue Ha-
PYXHbIX MOMOBLIX OpraHoB; 6) M30NMPOBaHHY MOLLO-
HOYHYIO rMnocnaguio WnuM rmnocnaguio B CoYeTaHuu C
KPUNTOPXM3MOM, MWKPOMEHWCOM; B) HECOOTBETCTBME
deHoTUNMYeckoro nona kapuotuny pebeHka. HomeH-
KnaTypa u knaccuduvkaums 3aboneBaHuii nocTpoeHa c
YYETOM FreHETUYECKNX 1 MOPEONOrM4ecknx OCHOB NaTo-
norum nona. Tak, «MOXHbIA MYXCKON repMadoauTU3M»
onpepeneH kak 46, XY HapyweHne dopmnpoBaHus
nomna; «IOXHbIN >XEeHCKUA repmadpoanTmam» Kak 46,
XX Hapywenue cdopmmpoBaHua nona; «ICTUHHbIN rep-
mMadpoanTu3mMy 3ameHeH Ha «OBOTECTUKYNSIPHOE Hapy-
weHne hopMMpoBaHne nosnay; NauMeHTbl C aHoManuen
MOMOBbLIX XPOMOCOM W WHTEPCEKCyarnbHbIM CTPOEHNEM
HapYyXHbIX reHuTanui obbeguHeHbl B rpynny: Cekc-
XPOMOCOMHbIE HapyLlieHus dhopMupoBaHus nona. Ons
OOCTUXKEHUS YCNELLHOro pesynsrara fnevyeHus, naumeH-
Thbl C HapyLeHnem hopMUPOBaHNSA Nona AOMKHbI ObITb
obcnenoBaHbl B CNeLManu3MpoBaHHbIX LIEHTpax npu
y4acTUMN OMbITHOW MHOFONPOMUIIbHOW KOMaHAbI, BKIIO-
YaloLlen negmartpa-sHOOKPUHOMOra, reHeTuka, xupypra
n/vnun yponora, rmHeKonora, ncuxmarpa unm ncuxornora.

C 1996 roga Ha 6a3e KNMMHWUK OEeTCKOW 3HOOKPUHOMO-
rMn 1 Xmpyprum getckoro sospacta CapaToBCKOro rocy-
0apCTBEHHOTO MEAMLMHCKOrO YHMBEPCUTETA NPOBOAUT-
cs1 06crnenoBaHue AeTen ¢ HapyLLeHneM hopMMpoBaHNS
nona. 3a aTu rogbl HAKONMEH JOCTaTOYHbIN ONbIT pabo-
Tbl C NOAOOHLIMM NauneHTaMn. HoBbIM 3Tan B passutumn
OaHHOro HamnpaeneHusl HavaT B pesynbrate Co3daHus
Capartosckoro HW cpyHoameHTanbHOM 1 KINMHUYECKOM
ypoHedponornv. B TedeHne nocnegHux 3-x neT 4mcno
60nbHbIX, 06CreayemMbIx B KIMHMKAX NO NOBOAY NaToro-
rim NoroBoro passuTusi, Bo3pocno B 3,54 pasa. 3T1o cBs-
3aHO C NpULEnbHBIM BHUMaHWEM K naumMeHTam JaHHOro
npocuns, coBepLleHCTBOBaHWEM METOA0B ANArHOCTUKM
N XUPYPr1YECcKoro feYeHusi, pacluMpeHneM KOHTaKTOB C
Begywmnmun Poccumnckumn 1 EBponencknumun LeHTpamu
naTonoruun nona, JOCTMKEHNEM BbICOKON KOMMIIaeHTHO-
CTU NauUMeHTOB 1 nx pogutenen. Lienbio aaHHon paboTol
ABMIOCb HAa OCHOBaHWM KOMMMEKCHOro obcrnenoBaHns
AeTeln C HeonpeaeneHHOW MOMoBOW NPUHAANEXHOCTbIO
OLEHUTb CTPYKTYpY HapylleHui chopmupoBaHusa nona
B . CapaTtoBe, Kputepun Bblbopa rpaxagaHcKoro nona u
TaKTUKN XUPYPrUYECKOro Ne4eHuns.

MeToabl. 3a nepuog ¢ 2006 no 2008 rr. o6crnenosaHo
58 peten ¢ pasnuyHbIMK BapuaHtammn HOI B Bo3pacTe
0-12 mec. — 14 peten; 13 mec.-3 net — 27 pgeten; 4-10 net
— 10 peten; 11-17 net — 7 naumneHToB. [JeTn Obinn obene-
[OBaHbl MpU COBMECTHOM Y4acCTUM reHeTuKa, AETCKOro
3HAOKPUHOIIOra, XMpypra, yposora, Bpaden ynsrpasByKo-
BOW AMarHocTuku, mopdonora. 3a BpemMsi npebbiBaHMs B
KMWHWKe npoBogunack Bepudukaums auarHosa, Bblbop
MOMIOBON MPUHAANEXHOCTM N TaKTUKU XUPYPruyeckomn
Koppekuun nona. Anroputm obcnegoBaHWs BKMAOYan:
1) n3yyeHue aHamMHe3a 3aboneBaHWs, OLIEHKY HapyxX-
HbIX MOSIOBbIX OPraHoOB, OPXWMO- U FEHUTOMETPULO, U3Me-
peHve apTepuanbHOro AaBneHus; 2) LUToreHeTu4eckoe
uccnegosaHve: kapvotunuposaHue u FISH — ananus
NHTepasHbIX KNETOYHbIX SAep B npenapartax KynbTypbl
nmmdounToB nepudepnyeckon KpoBM C NCMNONb30BaH-
em [JHK-30HOOB Ha LeHTpOMEpPHbIE paroHbl XpMOcoM X
(DXZ1) n'Y (DYZ1 vnn DYZ3); 3) Oxorpacmio MOLLIOH-
K1, MaxoBblx obnacTen n opraHoB Manoro Tasa npu no-

Mowm annaparta «Simens SONOLANE G 40»; 4) npu
HEBO3MOXHOCTM BM3yanusauum roHag MeTtoaom ynbsrpa-
3BYKOBOTO CKaHWPOBAHMWS BbINOMHANACL JlanapoCcKonus
NonocTn marnoro Tasa u GplLLIHON NONoCTW C NpoBeae-
HMem Guoncuu roHag v nocneaywmMm mMopdgonoruye-
CKUM nccnegoBaHveM; 5) ropmoHansHoe obcrenoBaHue
BKItO4aNo onpegeneHne CoaepxaHusi roHagoTpOoNUHOB U
MOMnoBbIX CTEPOMAOB B CbIBOPOTKE KPOBU MeTodoM VDA,
npoeedeHnn 3-x QHEBHOWM OuarHOCTMYeCcKon npobbl € X0-
PUOHWNYECKUM FoHadoTponuHOM. [ns npobbl MCNonb3o-
Bany CUHTETUYECKMI aHanor roHagoTponvHa npenapar
«[lMpertun» B pose 5000 eq Ha 1 M2 nnowaan nosepx-
HocTu Tena pebeHka. MNpoba cumMTanack NONOXUTENBHON
npv ypoBHe TecTocTepoHa Bbiwe 3,5 HMonb/N y npeny-
BepTaTHbIX Mans4MKoB; 6) ypeTporpadus u uucToypeTpo-
CKOMWsi NPOBOAMINCL NaUMeHTam ¢ MOLLOHOYHON M Npo-
MEXHOCTHOM chopmamu runocnagmu.

Pe3ynbrathl. [py aHanuse aHaMHECTUYECKUX AaH-
HbIX 6bINI0 OTMEYEHO, YTO BO3pacT NepBUYHOrO obpalle-
HWSA NALWEHTOB C HENPaBUIIbHbIM CTPOEHNEM HaPYXXHbIX
reHMTanui B CrneuManm3npoBaHHbI AWArHOCTUYECKUN
LeHTp coctasun: 0-6 mec. — 13 geten, 7-12 mec. — 4
pebeHka; 13 mec.-3 netr — 23 pebeHka. [JBoe geten
BriepBble 0bOpaTuMnNMCb 3a MeOULMHCKOW MOMOLLbI B
nogpocTkoBoM Bo3pacTe: B 15 u 17 net. bonbwmHCTBO
nauneHToB ObiNM HanpaBneHbl OETCKUM XMPYpProm unu
yponorom — 31 (73,8%); 3HAOKPUHONOroM HanpasfeHbI
7 (16,7%) peten; neguatpoM — 4eTtBepo (9,5%) naum-
€eHTOB. HecmMoTpsa Ha aHOMarbHOe CTPOEHWE HapYXHbIX
MOMOBbLIX OPraHoB, KapUOTUMMPOBAaHWE MpU POXAEHUU
Obino npoBegeHo Nuwb 2-m aetsm (4,7%), B Bo3pacTe
1-3 mec. — 12 getam (28,6%); 4-12 mecsaueB — 14-Tn
(33,3%). B Bospacte 1-ro — 3-x neT kapuotun onpeae-
neH y 9-tm geten (21, 4%); y 7-mun (16,6%) nauneHToB
— B BO3pacTe craplie 3-x ner.

Mo pesynstatam 06bEKTMBHOrO 06cCnenoBaHUsA
OCHOBHble KNnHW4eckne BapuaHtbl HOMM (n = 42) 6binn
npeacTasneHb:

1) WHTepcekcyanbHbIM CTPOEHWEM HapYXXHbIX MO-
N0OBbIX OPraHoB (7): NpW HanM4Mu NanbNMpyemblx roHag
(5), npu oTcyTCTBUM NanbnupyeMbix roHag (18);

2) CoyeTaHneM OHO- UNU ABYCTOPOHHErNO KPUMTOP-
xusma v runocnagum (14);

3) CouetaHunem kpuntopxusma u mukponeHum (5);

4) W3onvpoBaHHOW MNPOMEXHOCTHOW runocnaguen
(11) vnn B coveTaHumn ¢ MukponeHuen (2);

5) ®eMVHHBIM CTPOEHNEM HAPYXXHbIX FEHUTanNuA Npu
kapuoTtune 46, XY (3).

Mpn npoBegeHun umTOreHeTudeckoro obcrneposa-
HUSA cekc-xpomocoMHoe HOI BbisBNEHO y 7 nauuneH-
TOB, KapuoTun KOTOPbIX Obln NpedcTaBneH ChoXHbIMU
dopmMamn Mo3anLmn3ma, YACHEHHbIMU U CTPYKTYPHbLIMU
abeppaumsamyn xpomocom (1abn.). 46, XX HapyweHnue
dopmupoBaHusa nona nvenu 17 geren. 13 Hnx y 1 na-
uueHTa o6HapyxeHo 46, XX TeCTUKynsapHoe Hapylue-
Hue dopmupoBaHua nona (cuHgpom XX-men), y 16-tm
AVarHoCTMpoBaHa BpOXAEHHas ANCHYHKUMSA KOPbl Haa-
noyevyHukoB. B panbHenwem [eBOYKM C BPOXOEHHON
ANCcyHKUMEN KOpbl HAAMNoO4Ye4YHMKOB Obinv UCKMOYEHbI
u3 nccneposarus. 46, XY Hapylwenue dopmupoBaHus
nona BbISIBMEHO y 34 naumneHToB.

Oxorpadmyeckoe M nanapockonuyeckoe uccnego-
BaHWA NPOBOAWIMMUCH C LiENbo YCTAaHOBMNEHNS TOHaAHOro
nona. B pesynsrate Bu3yanbHbIX METOL40B ANArHOCTUKU
npoussogHble MionnepoBbIX NPOTOKOB (rMnonnasmpo-
BaHHas matka, pannonuebl TpyObl) 06HapyxeHbl y 11
NnauneHToB C O4HOCTOPOHHWUM (8) 1 ABYCTOPOHHUM (3)
KPUNTOPXM3MOM, U3 HUX kapuotun 46, XY umenun 8 ge-
TeNn, CeKC-XpOMOCOMHbIe BapuaHTbl HPI (46,XY / 45, X;
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d)parmeHTbl MaTKu ¢ eAUHNYHbIMUN K-
CTO3HbIMU Xenes3amu B 3HOOMETpUn

dparmeHT MaTo4Hou TpyObl 06bIYHOIO
MMCTONOrMYECKOro CTPOEHMS!

HeanddepeHumpoBaHHas TkaHb aunyka:
KaHanbLbl C aneMeHTamun atpoguu,
MexXay KOTOpbIMU OTMEYaeTCst MaccuB-
Hoe paspacTaHue coeauHUTENbHOTKaH-
HbIX BOITOKOH

Puc. 1. Mpenapart roHaabl 1 AepyBaToB MionnepoBbIX MPOTOKOB NaumeHTa T., okpacka reMaToKCUITNH-303UHOM .
[mcTonornyeckoe CTpOEeHMne matepuana cCooTBeTCTByeT ANUCreHe3nn roHag

45,X [10] / 47, XXY [6] / 46, XX [2] / 46, XY [12]) — 3
netein. CTpekoBble roHaabl ¢ 06emx CTOPOH BU3yanuan-
poBaHbl y 2-x AeTen ¢ kapmotunom 46,XY n beMnHHbIM
CTPOEHNEM HapPY>XHbIX MOMOBbIX OPraHoB, OCTarnbHble
OeT Menu CTPEKOBYIO FTOHaAy C OAHOW CTOPOHbI U tes-
tis ¢ koHTpnaTepanbHon. Bo Bcex cny4vasx avcreHesun
roHaZ BbINonHsnack TybGroHagaktomus. Mocne xupyp-
rMYeCcKoro yaarneHusi NPoM3BOAHbIX MIONNEPOBbLIX MPO-
TOKOB W AWUCrEHETUYHOW rOHaabl, KIMMHUYECKUA OnarHo3
Obln noaTeepxaeH Mopdonoruyeckn. Ha puc. 1 npega-
CTaBneH Mukponpenapat matkum (A), maTtovHon TpyObl
(B), Heand depeHUMpoBaHHOW roHaas! (B).

Y opgHoro pebeHka 3,5 net ¢ kapuotunom 47, XX+mar
/46, XX (11% / 89%), BOCNNTLIBAEMOTO B MYXXCKOM Na-
CMNOPTHOM Mose, NpY NPOBEAEHUN AMArHOCTUYECKOW na-
napockonmMn obHapyeHbl OBOTECTUC C 06enx CTOPOH,
XOpOLIO pas3BuTas MaTka, MaTodHble TpyObl (puc. 2).
Mpu mopdonornyeckom nccnegoBaHMn NOATBEPKOAEHO
Hanu4yme 3pernow oBapuanbHOW U AUCTEHETUYHON TECTU-
KynsipHOW TKaHW B COCTaBe roHagbl.

WccnepoBaHne hyHKUMOHANbHOW CNocobHOCTU ro-
Haz BbINOSTHEHO Ha OCHOBaHWM AMArHOCTUYECKOW Mpo-
Obl C XOpMOHWYECKMM roHagoTponuHom. OTpuuaTens-
HbIl OTBET rOHAaZ4 Ha BBEAEHWE XOPWOrOHWHAa BbiSIBNEH
y 9 geTen, y ocTanbHblX NauueHToB npoba ceuaeTenb-
CTBOBarna 0 COXpaHHOW hyHKLIMOHaNbHOWM CNocobHOCTM
TECTUKYI.

Bepudukauma guarHosa npoBoguriacb Ha OCHOBa-
HWM COBOKYMHOCTU AaHHbIX LIMTOreHeTUYeCKoro, 9Xo-
rpadu4eckoro M nanapockonmyeckoro obcnenosaHus,
YHKUMOHAmMbHBIX FOPMOHasbHbBIX TECTOB K MOpdono-
rMyeckow gmarHoctuki. CMeluaHHast AUCreHe3ns roHag
yctaHoBrneHa y 10 geten, umerowmx kapuotmn 46, XY
(7) n cekc-xpoMocoMHble BapuaHTbl HOI (3). MonHas
ancreHesns roHag — y 2-X NauMeHToB C KapuoTUMOM
46, XY n PeMUHHbIM CTPOEHUEM HapPYXHbIX MONOBbIX
opraHoB. OBOTECTUKYNSIPHOE HapylueHne hopMupoBa-
HMSA norna guarHocTMpoBaHo y 1 pebeHka. Y ocTanbHbIX
peten ¢ HOIM 3anogo3speHa nartonornst GUOCUHTE3A ”
meTabonuaMa aHaporeHoB, Tpebylowas noaTBepxae-
HUSI MOMEKYNAPHO-TEHETUYECKMMN METOAAMWN UCCneno-
BaHusA. CTpyKkTypa HapylweHui ¢opMMpoBaHMs nona
npencraeneHa B Tabnvue.

Ha ocHoBaHWM pes3yneraTtoB NpoBedeHHOro obcre-
[OBaHWS, XXEHCKUW FpaxkgaHCcKui non 6bin BbibpaH y 5
AeTeln Npy CMHAPOME TECTUKYNSIPHON heMrHn3aumm (2),
OBOTECTUKYMAPHOM HapyLLleHUn hopMUPOBaHMA Mona
(1), nonHomn amcreHe3un roHag (2). Y octanbHbIX geTen
Obin BbIBpaH MyXCKoW rpaxaaHckuii non. OwunbovHas
naeHTUdMKauMs nacropTHOro Mofa npu poXaeHuw,

noenekwas 3a cobol HeobBOCHOBaHHOE Ha3HaueHue
Tepanuu, 3adukcupoBaHo B 3-x cnydasx. MameHeHune
rpaxxgaHckoro nora npouseseneHo 1 pebeHky ¢ oBoTe-
CcTuKynspHeiM HOM B BospacTe 3,5 ner.

Xuvpyprudeckas Koppekuusi nposogunacb B COOT-
BETCTBMM C BblOpPaHHOM MNOMOBOM MPUHAAMNEXHOCTbIO.
Bo Bcex cnyyasix gucreHe3ann roHag npov3Boavnu yaa-
fleHne AepuBaToB MIONNIEPOBbLIX NPOTOKOB U CTPEKOBOWM
roHagbl. [Mpu BbIGOPE MYXKCKOro fona BbIMNOMHANUCH
OPXMOMNEKCUS, MacKyIMHU3NPYOLLNE PEKOHCTPYKTUBHO-
nnactuyeckme onepaumun. etam ¢ CUHAPOMOM TecTu-
KynsipHON emMnHU3aummn BbINONHEHA TFOHAL3KTOMMS,
BbIfMHOMMacTka B nepuog nybeptata. MNpu oBoTecTu-
KynsipHom H®I B cooTBETCTBUM C BbIGPAHHBIM XEHCKUM
nonom npoeegeHa heMnHM3npyoLLas NnacTuka Hapyx-
HbIX FEeHWTanuMn u cenapauusi OBOTECTUC C yAaneHnem
TECTUKYNSAPHOM N COXpaHEeHNeM oBapuanbHOW TKaHW.

O6cyxaeHue. Kputepusmum gns Bbibopa nona BoO
BCEX CNy4asix ABMIUCH: BHELUHWUI BUL HAPYXXHbIX reHu-
TanMm n BO3MOXHOCTb WX XMPYPrMYECKOW KOppeKumnn
COOTBETCTBEHHO BblOpaHHOMY MOy, foKanu3auusa u
yHKUMOHaNbHasa CMNocoOHOCTb roHad, YyBCTBUTENb-
HOCTb nepudepryecknx TKaHel K aHgporeHam npw Bbl-

Puc. 2. Ilanapockonuyeckas KapTHa BHYTPEHHUX reHuTanui
nauueHta C., 3,5 neT c 0BOTECTUKYNAPHLIM HapyLLEeHnemM
dopmmpoBaHusa nona. lNMpaeas MaTtoyHasi n npasas roHaga, co-
CTOSALLAs X 2-X OTCEKOB Pa3fIMYHOW MO CTPYKType TKaHW
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Tabnuuya

CTpyKTypa HapyleHuit popMmupoBaHus nona y aeter (no gaHHbLIM CapaToBCKOro peructpa natonorum nona), n = 58

bope MyxcKoro nona, noteHuman ans oepTunbHOCTH,
XernaHve poguTenen u couuwanbHas CUTyauust CEMbW.
Tak, B cnyyae cCMellaHHOW AMCreHe3un roHag npu Ha-
NNYUN MOLLIOHOYHOIO SiIMYKa M MONOXUTENbHOM npobe
C XOPUOHMYECKMM FOHAZOTPONMHOM MpennoyYTeHne oT-
JaBanocb BblDOpYy My>XCKOro macrnopTtHoro nona. [pwu
narorormm 6uocmHTesa n metabonmnama aHgporeHoB pe-
watollee 3HavYeHne umena 4YyBCTBUTENBHOCTbL nepude-
pU4ecKknx TKaHeun, pasBuTue hannoca u BO3MOXHOCTb
XUPYPru4eckon KOpPPEeKLMU HapyXHbIX MNOMOBLIX opra-
HoB. Hambonee 3HauuMMmbiM KpuTepueM BblGopa nona
npu oBoTecTukynsapHom HPI asunock Hanuume 3penon
(PYHKLMOHaNbHOW oBapuarnbHOW TKaHW B COCTaBe OBO-
TecTuc, onpeaensoLwen BO3MOXHOCTb CMOHTAHHOTIO My-
GepTaTta n noteHuman ans pepTUnbHOCTY.
3akntouyeHue:

1. Mo paHHbIM CapaToBCKOro permcrpa natornorum
nona, 4actora naumeHToB C HapyLlleHnem ¢opMUpo-
BaHWA norna coctaensetr 6 Ha 100 GonbHbIX OETCKOro
3HOOKPUHOMNOrMYeckoro craumoHapa. B cTpyktype Ha-
pyLleHun hopMUPOBaHNs Nona nauueHTbl C aHoManuemn
KONMMYeCTBa M CTPYKTYPbI NMOMOBLIX XPOMOCOM COCTaBIsI-
toT 21,4%; naumeHTbl ¢ ancreHesnen roHan — 26,2%; ¢
OBOTECTUKYNSIPHBIM HapyLleHneM hopMUpOBaHMS nona
— 2,3%, ¢ 46,XX TeCTUKYnspHbIM HapyLleHnem opmu-
poBaHusi nona — 2,3%, ¢ CMHAPOMOM MOSHOW TECTUKY-
napHon demunHusauum — 4,7 %

YK616.617+616.62]-002-007-089.163/.168.1-053.2(045)

BapwuaHT HapyLeHus dopmmnpoBaHus nona KapuoTumn Kon-Bo
CeKc-XxpOMOCOMHOe HapyLleHne hopMMpoBaHns nona 7
2
o 46, XYgh+
1
CMellaHHas gucreHesust roHan, o 48,XYYY\ 45,X\ 46,XY (60% / 25%/
25% 1
o 45X [10]/47, XXY [6] / 46, XX [2]/
46, XY [12]
OBoOTECTMKYNAPHOE HapyLLeHne hopMMpoBaHNS Nona; 2
o 46,XY /45, X 1
o 47 XX+mar / 46, XX (11% / 89%)
46,XX HapyweHus oopMumpoBaHusi nona 17
46,XX 1
46,XX TecTuKynsipHoe HapyLueHue opmmpoBaHme nona (XX-men)
46,XX 16
BpoxaeHHas AMcdhyHKUNSE KOpbl HAAMOYEYHMKOB
46, XY HapyLweHusa bopmupoBaHus nona 46, XY 34;
CMellaHHas gucreHesus roHan, 7
MonHas ancreHesus roHag, 2
[edekTtbl GUOCHHTE3a, MeTabonmama 1 nepndepruyeckoro aemn-
CTBUS aHAPOreHoB 23
- CMHOPOM MOMHON TECTUKYNSAPHON heMUHU3aumm 2

2. Bcem geTtaM C ABOMNCTBEHHBIM CTPOEHUEM HapyX-
HbIX MOMOBbLIX OPraHoB, ABYCTOPOHHUM KPUMTOPXM3MOM
n/vnn npokcumanbeHeIMM hopMamy runocnagmm Heobxo-
AVMMO MpOBefeHNe KapnoTMNMPOBaHWS U YNETPa3ByKOBO-
ro CKaHUMPOBaHUS cpasy Mocre PoXAEeHUs C Lenbio ycTa-
HOBMEHWSI FEHETUYECKOTO 1 FOHaAHOro nona pebeHka.

3. HoBopoxaeHHble ¢ aHOMarnbHbIM CTPOEHUEM Ha-
PYXHbIX MOMOBbIX OPraHOB AOMKHbI ObITb 06CNenoBaHbI
B CMeLnanM3anpoBaHHbIX LEHTPax npu y4yacTum MHOro-
npodunsHon komaHabl. Cnepyet mnsberatb onpepene-
HWS rpaXkgaHCKOro noria 40 OKOHYaTenbHOM 3KCNEPTHON
OLEHKM HOBOPOXZAEHHOTO.
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