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Annomayusa. B cratbe npencTaBieHbl KIMHUKO-aHAMHECTHYECKHE XapaKTEPUCTUKU U Pe3y/bTaThl Ja0OpaTOpHO-UHCTPYMEH-
TaJbHBIX UCCIICOBAHUM §-IeTHEH 1eBOYKH ¢ MO3aMYHBIM BapuaHToM cunapoma Lllepemesckoro — Tepuepa. B cTpykrype cunapoma
HUMECT MECTO HU3KOPOCIOCTb U AUCTCHE3UA IroHa/l C (I)Ole/Ipy}OLLll/IMCSI TUNIEPTOHAAOTPOITHBIM I'MIIOTOHAIU3MOM. Pannee BbIsiBICHHE
XpOMOCOMHOP'I AHOMAJIMH MO3BOJISIET CBOCBPEMEHHO Ha4YaTh 3(1)(1)CKTI/IBHy}O CUMIITOMATUYECKYIO TEPAIINIO, YTO CHOCO6CTBy€T CBOECB-

PEMEHHOI NPOQUIAKTHKE OCIOKHEHHH, YIyUIICHHIO Ka4eCTBA )KU3HU U (DYHKIIMOHUPOBAHMS BHYTPEHHUX OPTaHOB.
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Abstract. The article presents the clinical and anamnestic characteristics and the results of laboratory and instrumental studies of
an 8-year-old girl with a mosaic variant of Shereshevsky — Turner syndrome. The structure of the syndrome includes short stature and

gonadal dysgenesis with developing hypergonadotropic hypogonadism. Early detection of chromosomal abnormalities allows timely
initiation of effective symptomatic therapy, which contributes to timely prevention of complications, improvement of quality of life

and functioning of internal organs.

Keywords: Shereshevsky — Turner syndrome, child, karyotype, clinical case

Cunpapom Hlepemesckoro — Teprepa (CILT) — re-
HETUYECKHU JIETEPMUHHPOBAHHOE 3a00JIEBaHUE, B OCHOBE
KOTOPOTO JIOKHT KaueCTBEHHOE JIN00 KOJINYECTBEHHOE Ha-
pyLIEHUE ONHOM IMOJIOBOM X-XpOMOCOMBI, IPEACTABIIECH-
HOW BO BCEX KJIETKAaX OpraHM3Ma MM JK€ B YaCTH KJIETOK
[1]. ITo naHHBIM pa3HBIX aBTOPOB, 3TO 3a00JIEBAHUE BCTPE-
gaercs ¢ yactoroi ot 1 : 2000 mo 1 : 2500 HOBOpOXKAEH-
HBIX neBodyek. OJHAKO HMCTHUHHASA PaclpOoCTPAHEHHOCTh
3a00JIeBaHUS OCTACTCSI HEM3BECTHOMN, MOCKOIBKY MHOTHE
MAIMEHTH! OCTAIOTCS He AMArHOCTHPOBAHHBIMU WM JHa-
THOCTHUPYIOTCS BO B3POCIIOM Bo3pacTe [2].

Brnepssie B 1925 . pycckuii Bpau H.A. [llepemeBckuii
MPEACTaBWI KIMHUYECKUE MaHHbIE XCHIIMHBI 25 IerT,
cTpajaroueil JaHHOM nmaroiorueit: Hu3kui poct (132 cm),
BBIP@KCHHBIH MOJOBOI MH)AHTHIN3M — TIEPBUYHAS aMe-
HOpesl, OTCYTCTBHE BTOPUYHBIX MOJOBBIX MPU3HAKOB, HE-
JIOpa3BUTHE BHYTpeHHUX reHuTasui. B 1930 1. Hemenxuit
Bpad YIbpUX OMHCAT CXOJHbIC KIMHUYECKUE CUMIITOMEBI Y

8-netneit neBouku. Kiaccuueckoe onucanue CIUT 6110
caenaHo B 1938 . amepruKkaHCKUM 3HIOKpUHOIOroM ['eHpH
Tepuepom Ha npumepe 7 sxeHIuH [3, 4].

[uTtorenernueckue uccienoBanus B S0-60 % cmy-
YaeB MPU JTAHHOW MATOJOTUU BEPUMDUIUPYIOT YUCTYIO
45,X-MOHOCOMHIO, MMPEICTABIEHHYIO BO BCEX UJIM B HEKO-
TOPBIX KJIETKaX OpraHu3Ma.

Bropoit mo uactore BCTpeuaeMOCTH OCOOEHHO-
CTBIO sIBIIseTCSI Mo3auiu3Mm (45,X/46,XX), korna xpo-
MOCOMHBIM Habop uyacTHuyHO coxpaHeH [2]. Yactora
BBISIBJICHUS JaHHOTO BapuaHTa oTMedaeTcs y 14 % ma-
nuentoB ¢ CIHIT. K penkum opmam CHHApOMa OTHO-
cutcs kapuorun 45,X/47,XXX, KOTOpBIA BCTpedaeTcs
y 1 % OONbHBIX.

Poxnenne neteit ¢ CIIT B OOJIBIIMHCTBE CIIy4yaeB
HMEEeT MECTO Yy 3J0POBBIX CYNpPY)KECKHX Iap B pe3ylib-
Tare ClIy4yalHbIX T€HEPATUBHBIX XPOMOCOMHBIX M T€HOM-
HBIX MYTalUi.
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Kmunnueckue npusnaku CLUT pa3snooOpasHsl, u cre-
TIeHb MX BBIPAKCHHOCTH KpaiiHe BapralesIbHa, B CBSI3H C YeM
JIMarHo3 HE BCETZa BBICTABIISAETCS CBOeBpeMeHHO. K 0CHOB-
HBIM U HanOoJ1ee MOCTOSIHHBIM KIIMHIYECKHM TTPOSIBICHHSIM
CHHJIPOMa OTHOCSIT 33/IePKKy (PU3MYEcKoro (HMU3KHH pocT),
I0JI0BOTO PAa3BUTHSI U LIETIbII Psii BPOXKIECHHBIX AHOMAJIUI:
KPBUIOBHUJTHBIE CKJIA/IKH 1€, HU3KUH YPOBEHb POCTa BOJIOC
Ha IIee C3aJH, NTO3, UKAHT, aHTHMOHTOIIOUAHBIN pa3pe3
IJ1a3, BBICOKOE TOTHYECKOe HEOO, POTHPOBAHHBIE YIIHBIE Pa-
KOBHHBI, aHOMaJIUU B CTPOEHHUU HOTTew [ 1, 5].

Kak mpasuno y nesodexk ¢ CIIT mo 2-3 ner moka-
3aren (PU3UYECKOrO Pa3BUTHSI HE OTIMYAIOTCS OT CBEp-
cTHULl. B nanbHelinieM Temmbl pocTa MOCTENEHHO CHU-
JKaroTess Ha 2-3 cM B roi. BeipaxkeHHas 3ajepikka pocTa
HauMHaeT (QopMHUpoBarbcsi y Jereidl ¢ 5—6 ser. OnHako
B Bo3pacte 710 11—12 neT KOCTHBIN BO3pACT 3a4acTyi0 COOT-
BETCTByeT nacnoptHomy [4]. KacarenbHO HEpBHO-TICUXUYE-
CKOTO Pa3BUTHSA, TO YMEPEHHas YMCTBEHHas OTCTAIOCTh OT-
Meyaercst y 18 % 0ombHbIX feBouek. Cpeu COmyTCTBYOIIEH
natostoruu y 6onbHbIX ¢ CLUIT oTMeuaroT mopoku pa3BuTus
BHYTPEHHHX OpPraHOB, OOYCIJIOBJICHHBIE XPOMOCOMHBIMH
abepparmsivu [2]. YV 20 % 1eBOYCK BBISBISIOTCS TTOPOKU
cep/iia, Jalie BCero B BUJIE KOAPKTAILlMU a0pThI JIMOO JBY-
CTBOPYATOTO AOPTAIBHOTO KJalaHa. YBEJIMYEHHE YacTOTHI
cepreyHo-cocynucthix 3aboneBanuid pu CIIT cBsa3biBatoT
C XPOHMYECKOM HEIOCTaTOYHOCTBIO ACcTporeHoB. llopoku
pazButHs noyek onpenessitor B 40-70 % ciryqae. Hanbonee
94acTo OOHAPYKUBAIOTCS MTOPOKU YalIEYHO-JIOXaHOYHOM CH-
CTEMBI, TTOJIKOBOOOpa3Has mouka, MajabpoTanus [4, 5].

Kpome nopokoB pa3BUTHS OTMEUAETCS] CKIIOHHOCTD
K 4aCThIM 3a00JIEBaHMUSIM, B YACTHOCTH TTOPAKEHUIO Cpe/l-
HETO yXa, 9TO BIIOCJICACTBUH NMPUBOIUT K CHIDKEHHIO CITy-
xay 53 % manuenTos [2].

Becomble Mapkepbl MPOSIBICHHS CHHIpPOMA Yalle
OTMEUAIOTCs B MEPUOJ MOJOBOTO co3peBanus. OHaKO HE
CYIIECTBYET YETKOI KOPPEJSIIIMU MEXK/1y TEHOTHUIIOM U (e-
HoturoM ripu CIIT. XapakrepHbIM MpU3HAKOM OOJBHBIX
JICBOYEK SIBIISIOTCS HEOPa3BUTHIE HAPY)KHBIE JXCHCKHE
MOJIOBBIC OpPTaHbl, HHOTAA ¢ TUliepTpoduei kiuropa. 1o
JNaHHbeIM Y3U opraHoB Manoro Taza, BMECTO TKaHU SIMUHHU-
KOB BU3YaJIM3UPYIOTCS] COCTMHUTEIbHOTKAHHBIC TSKU, HE
coziepkaiiye (HOTHKYIOB M CEKPETOPHBIX KIIETOK, a TaK-
JKe TUNOIUIa3upoBaHHas Marka. Crneuuduynas i 00ib-
HBIX aMEHOpesl BO3HUKAET Ha (pOHE yBETMYCHUS] YPOBHS
TOHAIOTPOIHBIX TOPMOHOB. B 96 % ciyuaeB ameHopest
SIBIISIETCS IEPBUYHOM [4, 5].

VY 3nauyurtenpHO# yactu noapoctkos ¢ CHIT Habitro-
JIAFOTCS HAapyLICHHs yIiieBoJHOro ooMena. Hanboree pac-
MIPOCTPAaHEHBI HAPYIICHHSI TONEPAHTHOCTH K ITTIOKO3€, YTO
SIBJISIETCSI PUCKOM Pa3BUTHSI CaXxapHOTo AnadeTa 2-ro THIa.

CrnemyeT OTMETHTb, YTO CBOEBPEMEHHAS AUATHOCTH-
Ka 3a00JIeBaHUs SIBIISICTCS 3aJI0T'OM YCIICITHON KOPPEKIIHU-
OHHOH Tepaluy, CHUKAIOIIEH PUCK PA3BUTUSL paHHEH 3a-
6omeBaeMOCTH, CMEPTHOCTH, a TAK)KE CIIOCOOCTBYET YITyu-
MICHUIO KaueCTBa )KM3HU OOJBHBIX [6].
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HEJb PABOTbI

[IpencraBuTh KIMHUYECKUH cCllydyall MO3an4yHOU
¢dopmsl cuaapoma llleperneBckoro — TepHepa y peGeHKa 1
MIPUBJICYb BHUMAHHE CIICIAINCTOB K JAHHOH HO30JIOTHH.

PE3YIIBTATBI NCCIIEJJOBAHUS

N UX OBCYKIEHHUE

Kannnyeckoe nad/aronenue

JeBouka M., 8 met. BriepBrie B 5-meTHeM Bo3pac-
T€ JOYepU POAWTEIH OOpaTHINCh K Bpady-3HIOKPHHO-
JIOTY TI0 MECTY JKHTENBCTBA 332 MEAMIMHCKOM MOMOIIBIO.
OcHoBHas kanoba poguTesnel Mpu NepBUYHOM ObOparie-
HUHM K Bpady — HU3KHH pocT peOeHKa.

CeMeliHBIN aHAMHE3: POIMTENH, Ka3aXH 10 HAIHO-
HaJILHOCTH, HE COCTOSIINE B KPOBHOM POJCTBE M HE MMe-
fome IpoQecCHOHaIbHBIX BpeaHOCTEeH. [lcmxmaeckmx
3a0oseBaHNnil, 3aIeP’KKU B HEPBHO-TICUXUIECKOM U (pr3H-
YECKOM Pa3BUTHH Cpeiu OMM3KUX POACTBEHHHKOB HE OT-
Medanock. HaciiencTBEHHBII aHAMHE3 OTATOILEH CIydasi-
MU CaxapHOTo Aradera 2-ro THMA 0 MAaTePHHCKON JIMHHN.
Marp [eBOYKH CTpagaeT THIIEPTOHUYECKON OONE3HBIO,
THIIEPTHPEO30M, IMEET HOPOK Pa3BUTHS MOYEK (yABOCHUE
YaIIEYHO-JIOXaHOYHON CHCTEMBI).

Poct otma — 185 cwm, poct marepu — 157 cwm. Ilo mu-
HUHU MaTepH U OTIa pocT 6adymek 158 cm.

AHaMHe3 XH3HH W 3a00JeBaHUA: IEBOYKA POXK-
neHa ot 4-if 6epemennoctu (1-1 GepeMeHHOCTH — M/
abopt, 2-1 6epeMeHHOCTh — PO, 3-51 OEPEeMEHHOCTH —
M/abopT), TpoTeKaBIIeii Ha pOHEe MaTIOBOIHUS, HAPYIIICHUS
xKupoBoro oomena I cremenu. Ponsr BToprie, CpodHEIE.
Macca tena pebeHka mpu poxaeHun coctaBuia 2990 r,
mmmHa — 50 oM. 3akpuuana cpasy, ONEHKa IO IIKa-
ne Amrap 8/9 6amnoB. Brimucana M3 pogMIBHOTO TOMa
¢ nmuarHo3oM: «OTKPBITBI apTepHaNbHBIN IPOTOK.
Mautast aHoManusi pa3BUTHS cepAana (IKTOMMUIECKast XOp-
Ja JEeBOTO JKemynodka). Jepmonmnas kucta». Ha rpyn-
HOM BCKapMJIMBAaHUN HAaXOJMJIACh 710 4 MECSALEB KU3HU.
o Bo3pacta 12 mMecsaneB HabIromatach y HEBPOJIOTa C
IUarHo3oM «l MITOKcHYeCcKH-nIIeMHuYecKas 3Huedano-
MaThsi, BOCCTAHOBUTEIBHBIH TEPHOMA, CHHIPOM [BHUTa-
TEIBHBIX HapyIIeHu». VI3 mepeHeceHHbIX 3a00IeBaHINA
OTMEYAaeT YacThle OCTPBIE PECHUPATOPHBbIE HH(EKIUH,
OCTPBI OpOHXUT, OCTPHI BynbBUT. C 3 et HabmonaeT-
Csl'y OTOPUHOJIAPUHIOJIOra C TUAarHo30M «{BYyCTOpOHHUI
XPOHUUYECKUH €BCTaXMMUT. XPOHUYECKUH aJEHOMJIMT.
T'uneprpodust HEOHBIX MUHAANNH, ClieBa M0 3-i crere-
Hm». B 3 roma 9 Mec. mpoBeneHa TOH3WILIOTOMHUS CIIEBa,
3areM B 6 et 10 Mec. — a€eHOTOMHSL.

[To maHHBIM OCMOTpa J€BOYKM Oblia BBIABICHA 3a-
JIepKka pocta. B 5 yer 2 mecsma U3HU POCT COCTaB-
15171 99 cm (<3 mepuentuis, +4 oM 3a roxn). [Ipu amOyma-
TOPHOM yJABTpa3ByKoBoM uccinenoannu (Y3U) opranos
OpIOIIHON TIOJIOCTH, TOYEK ONPENEIECHO YIBOCHHE dYa-
IIEYHO-JTOXaHOYHOW CHCTEMBI MPaBOH MOYKH, nedopma-
LUST SKEITIHOTO ITy3BIPSL.
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[To maHHBIM pEeHTreHOrpaUueCcKOro MCCIIET0BAHMS
KHUCTEH YCTaHOBIICHO, YTO KOCTHBIA BO3PACT COOTBETCTBY-
eT 4-71eTHEMY BO3pacCTYy.

[Ipu 1abopaTopHOM WCCIENIO0BAHMH TOPMOHAIBHOTO
NPOQUIIS OTKIIOHEHHUH OT BO3PACTHOIM HOPMBI THPEOTPOITHO-
ro ropmoHna (2,0624 mxME/mi), Tupokcuna (13,05 rmMosib/in)
u koptu3ona (12,1 MKr/mt) oOHapyKeHO HE OBLIO.

[To utoram ocmotpa u 00ciIe0BaHUs PEOCHOK ObLI
B3AT TOJl AMCIIAHCEpHOE HAOJIOJCHUE Menarpa U dHIO-
KpHHOJIOTA C JAMArHo3oM «3azaepikka pocTa». OgHako
POIMTENN OTKa3aJINCh OT JajbHEHIIero HaOMoIeHUs
y Bpava-oHAO0KPUHOIJIOTa, 00OCHOBBIBAS 3TO TEM, 4TO pe-
OGEHOK 3/10pOB, @ OTCTaBaHHE B POCTE CBA3AHO C CEMEIHOI
MIPEAPACIIONIOKEHHOCThI0. TeM He MeHee NUCIaHCEepHOe
HaOITI0/ICHNE BpauOM-TIeIMaTpoOM MpoIoIDKuiIock. Ha mpo-
TSDKECHUU TTOCIISTYIOIIHX TPEX JIEeT )KU3HHU peOeHKa Bpay OT-
Meyall HOCTENIEHHOE OTCTaBaHue B pocte (Huxke 3-i mep-
ueHTuis). JlanHblil axt, 6e3yCcI0BHO, BBI3BIBAI TPEBOTY,
U HACTOSITCJIbHBIC PEKOMCHIANNHU ObLIM OOpAIICHBI K PO-
JUTETISIM B OTHOIIEHUH HAOMIOAEHUS Y IETCKOTO SHAOKPH-
Hojora. OJHaKko AOBOJBI Bpaya HE HAXOAMIM MOAJCPKKU
B POIUTEIbCKUX HamepeHHusx. [IoBTOpHO Kk Bpady-3HIO-
KPHHOJIOTY pPOJUTENN peOeHKa 0O0paTHIICh CaMOCTOS-
TEJIBHO TOJBKO B Bo3pacTe 8 neT 4 MecsIeB, Korjaa pocT
JieBoYKM coctaBist 116 cM, Bec — 28 kr. PaccunTaHHbIi
unzekc maccol Tena (MMT) pasasiiest 20,8 kr/m?. ITo uro-
raM ocMOTpa M 00CJeOBaHusI ObUI BBICTABIICH JMArHO3
«3aznepikka pocTa HEyTOUYHEHHOTO TreHe3ay. IIpu pentre-
HOJIOTHYECKOM UCCIIEOBAHUU KUCTEH B IPSIMOM ITPOEKLIUU
OTKJIOHEHHWH OT HOpMBbI OOHapyxeHo He ObL1o. KocTHbIH
BO3PACT COOTBETCTBOBAJI MACIMOPTHOMY. B muarHoctude-
CKUX IIeJIsIX peOCHOK ObUT HAIMPABICH HA KOHCYJIBTAIHIO
K TeHETUKY. Bpayom-reHeTHKoM ObLIO Ha3HAUYEHO HCCIle-
JoBaHue kapuoTumna. [lo pesynsraraM IIUTOT€HETHYECKO-
TO HCCIICIOBAHUS OBbLI BBISBICH JKCHCKUM aHOMAaJbHBIN
MO3au4uHbIl HecOaNaHCHPOBAHHBI C JBYMs KJIOHAMH
KJIeTOK KapuoTum: 10 kjIeTok ¢ MoHOcomuen mo X Xpo-
Mocome, 14 kieTok ¢ u3oxpoMocoMoi X MO AJTHHHOMY
iedy. BrictaBnen auaruo3 «Cunapom IllepieBckoro —
Tepnepa, MO3auuHbIN BapUAHT.

B Bo3pacte 8 set 7 mecsiiieB peOCHKY MPOBEICHA
TenemenuiuHckas koncynpranus ¢ ®I'bY3 «HMULL um.
B.A. Anmazoa» Munzapasa Poccun, o pe3ynsraram Ko-
TOPOIf MaTh ¢ peOEHKOM OBIIIH MPUIIIANICHBI Ha TUIAHOBYIO
TOCIHUTAJIN3AIHIO B IICHTP.

C 22.02.2024 1. 1o 12.03.2024 r. peOEHOK HAXOIHIICS
B ®I'BY3 «HMUI] um. B.A. AnmazoBay Munsnpasa Poccun.

Cornacno gansbiM Beinucku u3 ®I'BY3 « HMULL um.
B.A. AnmasoBa» Munszpasa Poccun, Bo Bpemsi mpeObiBa-
HUS COCTOSIHME yoBIeTBopuTensHoe. Poct 117 cM, macca
tena 27 xr, UMT 19,7 (+1,57), (3anepxka pocrta Gonee
—2SDS), nnomane nosepxHoctu Tena 0,94. dusndeckoe
pa3BUTHE HMXKE CPEAHEro MO POCTY, AUCTapPMOHMYHOE
3a CYeT JIErKoro u30bITka Beca. DU3MKaIbHBIC TaHHBIC
6e3 ocobenHocreil. OTMeuaeTcs KOpoOTKas Ies, Opaxu-
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naktunust (puc.). HapyxHble nonoBbie opransl c(hopmu-
POBaHBI MPAaBUIIBHO 10 XKEHCKoMy THMy. IloroBoe pa3Bu-
Ttre no Tanuep 1-it crenenu. Xenesucras TkaHb MOJIOY-
HBIX JKeJIe3 He MaJbIIUPYeTCs.

Puc. @enomun nayuenmxu M., 8 nem, ¢ cunopomom
Llepewesckoeo — Tepnepa

[To naHHBIM peHTreHoOrpaUUEecKoro HMCCIeI0BaHuUs
KUCTEH, IPOBEICHHOTO B CTAIIMOHApE, KOCTHBIA BO3pacT Jie-
BOYKH COOTBETCTBYET OHOJIOTMUSCKOMY — 8 ToziaM (£rox).

VipTpa3ByKOBOE HCCIIEI0BAHUE TIO3BOJIMIIO BBISBUTD
9XOINPHU3HAKHU JIe()OPMALIUK U TIOJIHUIIA JKEITYHOTO ITy3bIPS,
PEaKTUBHBIX M3MEHEHUH MOJIKEITYI0YHOM Kee3bl.

IMpn Y3W muTOBHAHON >Kene3bl OTMEUEHO Ipe-
BBIIICHUE BO3PACTHOTO O0beMa ILIUTOBUJIHOW JKEJIE3bl.
Oxonpu3Hak AU Y3HBIX K3MEHEHHH [IINTOBHUTHOM MKeJle3bl
COOTBETCTBYIOT MPOSIBIICHUSIM 2y TOMMMYHHOTO THPEOHANTA.

[To nanHBIM 3X0Kapauorpadgum onpenenena jpoba-
BOYHAas BEPXYILEYHAsl XOp/ia JIEBOTO JKEITYJ0UKa.

VibTpa3ByKOBOE MCCIIEOBAHUE MOJIOYHBIX JKEJIe3 —
0€3 NaToJIOTHH.
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IIpu nposenernn Y3 opraHoB Majioro Ta3a oTMme-
YEHO YMEHBIICHUE Pa3MEPOB MAaTKH 110 CPABHEHHUIO C BO3-
pacTHOi HOpMOH. BMecTe ¢ TeM HajJ MOYEBBIM Iy3bIPEM
BBISIBIICHBI OBAJIbHBIC, M309XOTE€HHBIC CTPYKTYPHI, pa3Me-
pom crpaBa 10 x 4,9 mm, cnesa 10 x 3,9 MM, C HEOTUETIIH-
BBIM (DOJUTHKYJISIPHBIM aIlliapaToM.

Bbuto mpoBeseHO MATHUTHO-PE30HAHCHASl TOMO-
rpadusi OpraHoB MaJIoro Tasa.

Pesynprarel: Mmarka B TONokeHHH —anteflexion
anteversion, yMeHbIlleHa B pasMepax 13 x 12 x 7,
[lepexoaHo-coenuHUTENbHAS 30HA CTYIAKEHA. DHIOMETPUI
CYMMapHOM TOJIIHUHON 10 2 MM, OITHOPOJIHOM CTPYKTYPHI.
[leiika maTku He neGopMHUpOBaHa, IIEPBUKAIBHBINA KaHa
He pacuruper. CBOJIBI BIarajuina cBOOOIHBI, €r0 CTCHKU
COMKHYTHI. BeHnbl napamerpus He paciupensl. Hax moue-
BBIM ITY3bIPEM CPE/M METEeNb KUIICUHHKA C 00EUX CTOPOH
BU3YaJIU3UPYIOTCSL CTPYKTYpbI, OrpaHuuusaromue MP-
mddy3HO, HAOMUHAIOIINE SIMYHUKOBYIO TKaHb, CIIPaBa
14 x 15 mm, ciieBa 11 x 8 MM, 63 MPU3HAKOB (POILTHKY-
noB. CBOOOJHOM KMIKOCTH B IIOJOCTH Majioro Tasa He
ompesienseTcs.

MoueBoil my3elps craboro HamoiHeHus. CTeHKa
MOYEBOI0 Iy3bIpsl HE YTOJIIEHA, OXHOPOAHOM CTPYKTY-
pBl. BHYTpHNIPOCBETHBIX NPUCTEHOYHBIX BEreTaluii He
BBISBIICHO. VHTpamypasibHble M Ta30Bble 4acTH 000MX
MOYETOYHHMKOB HE PACUIMPEHBI, CTEHKH UX HE H3MCHEHHBI.
[TapaBe3ukanbpHas KJIeTyaTKa COXpaHEHa.

CTeHKH IpsSAMON KUIIKU U TUCTAIBHBIX OT/IEIOB CUT-
MOBU/IHOW KHILIKH HE YTOJIIEHBI, 03 BUANMBIX BHYTpPH-
MIPOCBETHBIX 00pa30BaHUH.

Koctu Ta3a B 30He CKaHUPOBAHUS HE U3MEHEHBI.

[To naHHBIM MPOBENEHHOTO OOCIEIOBaHHsI OBUT BbI-
CTaBJIeH OCHOBHOM amarHo3: Cunapom IllepreBckoro —
TepHepa, Mo3anuHbIi BapuaHT. Kapuotum: mos
45,X{10}/46,X,i(X)(q10){14}. Kapuorun >xeHCKHIi aHO-
MaJIbHBIN MO3an4HBIN HecOaTaHCUPOBAHHBIN C IBYMSI KJIO-
Hamu KieTok: 10 kieTok ¢ MoHOcOMuEH o X XpoMocoMe,
14 xneTok ¢ n30xpoMocomMoi X 1o JUIMHHOMY TUIeqy.

ComnyTcTByromuii auarHo3: Manas aHoManus pas-
BUTHS cep/ra (3KTOMUYECKasi Xopa JEBOTO KeTy104Ka).
3angepxka pocta. BHyTpHIIOueuHOE YIBOCHHE YallleqyHO-
JIOXaHOYHOH CHCTEMBI.

ITo pexomenparmu ®I'bY3 «HMULL um. B.A. Anma-
30Ba», peOCHKY ObLla Ha3HAueHa Teparvs PEeKOMOWHAHT-
HBIM IIpenaparoM ropmMona pocra B gose 0,05 mr/kr/cyt. —
eXKeIHEeBHO, oaKokHO B 20:00.

Mogzanunast popma CLUT cumuraercs Hanbosee Ona-
TONPHUATHOM (OpMON TedeHUs! 3a00JeBaHMsl, 110 CpaBHe-
HHUIO C KJIACCHMYECKOH, M MPOTEKaeT JOCTaTOYHO JIETKO.
OTIUYUTEIEHON 0COOCHHOCTHIO OT KJIaCCHYECKOM (hOPMBI
0O0JIe3HHM SABJISIETCS] U3MEHCHHE XPOMOCOMHOTO Habopa [4].
B opranusMe 0JHOBpPEMEHHO CYIIECTBYIOT TKaHH C HOP-
MaJIbHBIM ¥ @HOMAJIbHBIM KapUOTHIIOM, YTO CIIOCOOCTBYET
JIETKOMY BapHaHTy TedeHusi 0one3nu. KimHuuecku xapak-
TEpU3yeTCsl HEIPKUMH 0COOECHHOCTSIMH (DEHOTHIIA.
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O0s13aTeIbHBIM ~ CHMIITOMOM  JiJIsl  OOJIBIIMHCTBA
MAaIlMEeHTOK SBJISIETCSA MAaTOJOTHA Pa3BUTHUSA IMOJOBOM CH-
cremsl. Ilpn xmaccuueckom Bapuante CIIT BTOpHYHBIE
TMIOJIOBBIE TIPU3HAKU OTCYTCTBYIOT, IPH MO3au4HOH (op-
M€ MOTYT OBITh BBIpa)KeHbI B pa3HOil cTerneHH. CTeneHb
BBIPQKEHHOCTH TPU3HAKOB 3aBUCUT OT KOJIMYECTBA MOpa-
JKEHHBIX KJIETOK B Opranusme [6].

JuarnoctupoBanue kiaccudeckoit ¢opmbr CIIT
HE TPEJCTaBISICT CIMKHOCTEH B BHIY CHEHU(PUYHOCTH
KJIMHAYCCKOM cumnTomatiku. Ho mpu Mo3andnoii Gopme
MaTOJIOTMH MOTYT BO3HUKATh OMpPEICIICHHbIE TPYIHOCTH.
[Tpu orcyTcTBUM y3HaBaeMoW (hEHOTHITMYECKOW KapTHUHBI
KJIMHUIUCTHI B PEIKUX CIy4asX MOTYT M3HAYaJlbHO 3aro-
JIO3PUTH XPOMOCOMHYIO MaTOJIOTHIO.

JlaHHOE KJIMHMYECKOe HaONIoieHHe SPKO JEMOH-
CTPUPYET 3Ty OCOOCHHOCTh TCUCHHSI MO3aWYHON (POPMBI
3abosieBanus. besycnoBHo, neauaTp u poxuTenu pedeHka
oOpalaii BHUMaHHe Ha KOHCTHTYIHMOHAJbHbIE OCOOCH-
HOCTH TEJIOCTIOKEHUS IEBOUYKH, MTOCTEIICHHOE OTCTaBaHUE
B POCTE, YKOPOUEHHUE IIIeH, OAHAKO «CIIaKEHHOCTHY, He-
BBIPXKEHHOCTh XapaKTePHBIX (DEHOTUITMYECKHUX TPOSIBIIC-
HUM, a caMoe ITTaBHOE — OTCYTCTBHE HAOIIOEHHS y Bpaya-
SH/IOKPUHOJIOTa OTCPOUMIIM TEHETHYECKOEe KOHCYIBTHPO-
BaHME U MOCTAHOBKY JHArHO3a.

[Ipu maHHOM MATONOTHH HAJCKHBIM CIIOCOOOM Be-
pudukamy 3a0osieBaHuUs SIBISIETCS KapUOTHIIMPOBAHKE,
KOTOpOe MpeaycMaTpuBaeT aHajiu3 XPOMOCOMHOIO Ha-
Oopa MalMeHTKH C HAJIMYUEeM Je()EKTOB WM OTCYTCTBHS
X-XpOMOCOMBL.

Taxoke crieayeT MOMHUTh, YTO OAHUM U3 MapKepoB
MozanuHoi Gopmbl CHIT MOryT city’KUTh aHOMAJIUK pa3-
BUTHSI BHYTPEHHUX OpPraHaX M OCIOKHEHHs, CBSI3aHHBIC
¢ HumH. OnucaHHBIN ciy4dail sBIsSeTCS MOATBEPKACHUEM
JAHHOTO TOCTyJaTa. B CBSI3M C BBIIICH3JIOKEHHBIM Ha-
CTOPO’KCHHOCTh B OTHOLICHMU TC€HETHYECKOW MaTONOTHH
MalyeHTa, UMEIONEr0 MHO)KECTBCHHbIE aHOMAJIMU pas-
BUTHSI, HE JIOJDKHA TIOKWIaTh Bpava-Teauarpa, a npogec-
CHOHAQJIBHOE COAPYKECTBO C METUKO-TCHETHYECKON CITy kK-
001 anpuopH JOHKHO OBITH BEICTPOCHO YETKO M CIAXKEHO
BO 0J1aro narnyeHra.

3AKJIIOYEHUE

HnnrocTpanus JaHHOTO KIMHUYECKOTO Ciaydas
mo3zanunoit ¢opma CHIT HamsiiHO JEMOHCTPUPY-
€T HeoOXOJUMOCTh HACTOPOKEHHOCTH B OTHOLICHHH
XPOMOCOMHOH MaTOJOTHM y AEBOYEK, OOpalaroIuXcs
C ’Kaj00aMH Ha 3aJIePKKY POCTa U IOJOBOTO Pa3BUTHAL.
CBOEBpPEMEHHOE MEIUKO-TEHETHYECKOEe KOHCYIBTHPO-
BAaHME CTAHET PELIAIOIIUM B IMarHOCTUYECKOM IOMCKE,
a UCCIEeN0BaHUE KapUOTUIIa MOATBEPAUT WU OIPOBEP-
rHet auarfo3. HeoOXoAuMO ydWTBIBAaTh, 4TO paHHEe
BBISIBIICHUE 3a00JI€BaHMsI IO3BOJIUT BOBPEMsSI HauaTh Te-
pamnuio ropMOHOM POCTa M TEM CaMbIM IOCIOCOOCTBYET
Npo(pUIAKTHKE OCIIOKHEHUIH W YIy4YIICHHIO KayecTBa
JKU3HU peOeHKa.
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