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Abstract. The results of the work of the cytogenetic department of the clinical laboratory
of the HBCDCHCD in 2016 with a description of some cases of identified structural chromosomal

abnormalities are presented.

AKTyaJabHOCTh. ONHON W3 aKTyaJdbHBIX TIPO-
07eM B COBPEMEHHOH MEAMaTPUYECKON NPaKTHKE
SBIISIIOTCS. XPOMOCOMHBIE aHoMaiwu. [lpnbmu3u-
TenbHO ofuH u3 150 nmeteil pokgaercd B HACTOSA-
1iee BpeMs ¢ TEM WM HHBIM BHIAOM XPOMOCOMHOM
naronoruu [3]. Y eciu 4UCIOBbIE XPOMOCOMHbBIE
HapylIeHUs] OXapaKTePU30BAHBI C KIMHHUYECKOH
TOYKH 3PEHHUs JOCTATOYHO MOAPOOHO, TO (HEHOTH-
MMMYECKUE TPOSBICHUS CTPYKTYpHBIX aHOMAJIHH
XpOMOCOM TIPEJICTABIAIOT 3HAYUTENbHBIN HHTEpEC
1 3aCITy’KMBAIOT AETAILHOTO OMMCAHUSI.

Hesbo nanHON MyONUKAMU SIBASETCS TOMBIT-
Ka TPOaHAJM3UPOBaTh M TPOAEMOHCTPHUPOBATH
aHOMAaJIbHBIE PE3YJIbTaThl HMCCIENIOBaHUH Kapuo-
TUTIA, TIPOBECHHBIX KIMHUYECKON ITUTOTEHETHYe-
ckoil naboparopueii I'bY3 «Uensbunckas odnact-
Has nerckas knmHu4eckas OompHHUIA» (YOUKDB)
3a MOCJIEIHUH TONI.

Marepuajsl u Metoabl. 3a 2016 r. B KIUHU-
yeckoil muroreHernueckoi nadoparopun YOAKb
OBLIO BBITONHEHO 218 WccrmenoBaHW KapHOTHIIA
muMdounToB nepudeprudeckoi Kposu 218 manuen-
TOB B BO3pacTe OT HECKOMbKHX JHEH 10 17 net. I1o-
JaBIISIOIEE YUCIIO NalUEHTOB MIPHUIIIOCH Ha OOJIb-
HBIX PaHHETO JIETCKOTO BO3pacTa C TAaTOJOTHeH
Neprosia HOBOPOXKIEHHOCTH, HAXOJAIIUXCS Ha Jie-
YEeHWH B OTJEJCHHUAX pEeaHNMallWH, Teauarphye-
CKOM JJIsi JeTell paHHEro BO3pacTa U OTAEICHHUH
HEOHATAJIILHON XUPYPIrUH.

Kapuotunuposanue npoBoAUIOCE IO CTaHAAPT-
HOI METOAMKE, BKIIIOYAIOILIEH IIOCTAHOBKY KYJIBTYP
TUM(OLUTOB, UX KyJIBTUBUPOBAHUE B TUTATEIBHOM
cpene B TedeHue 72 yacoB mpu 37°C, OCTaHOBKY
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JeneHus B MeTadase npu OMOIIH 00aBIICHHS KOJI-
XHULUHA, THIIOTOHU3ALUIO, TPEXKPaTHYO (prkcanuio
B OXJIQXK/IEHHON CMECH 3TaHOJI — YKCyCHasi KHUCJIO-
Ta, IPUTOTOBJIEHNE XPOMOCOMHBIX IIPENapaToB U UX
GTG-oxpammBanue. B mpenaparax aHanu3upoBaIn
He Menee 11 meradasHbix miacTuH. Pesymbrarbl
ONUCBIBAJIM B COOTBETCTBUU ¢ MeX1yHApOHOMN HO-
menkatypoit ISCN (2013) [4].

Pe3yabrarsl ucc/ie10BaHUA M 00CYy:KAeHHeE.
B knmHHYeckol IUTOTreHEeTHYEeCKoi Jadoparopun
YO/JKb 3a mpomemmmii rox OBUIO BBITIOTHEHO
218 wuccnenoBaHWil KapuoTUNa JUM(OLUTOB Iie-
pudeprndeckoii KpoBHU. XPOMOCOMHAs IaTOIOTHSA
Obuta BhIsIBIEHA B 32 ciyyasx u3 218, yto cocta-
Bwio 14,7 %. Y 9 manueHToB ObUIH OOHAPYKCHBI
noiauMopdusie BapuanTsl (4,1 %).

B cTpykType BBIABICHHOHW MaTONOTHH OOJIBIIE
MIOJIOBUHBI COCTaBUIIN YMCIIOBBIE XPOMOCOMHBIE Ha-
pymenus (18 u3 32), cTpykTypHBIE aHOMAJIHUH XPO-
MOCOM OBbIIH OTMEYEHB! Y 12 manueHros, B 2 ciy-
gasx ObUTH 3a()MKCUPOBAHBI TUCTCHE3UH TOHA].

Cpenn 4YUCIOBBIX XPOMOCOMHBIX HapyLIeHHH
OorpIIas 4acTh OKa3ajdach MPEACTaBIeHAa TPHUCO-
Mueil mo xpomocome 21 — cungpomom JlayHa
(14 manmenToB u3 18), mo ogHOMY Ciy4aro MpH-
IUI0OCh Ha TpucoMuio 18 (cuHzmpom Dnapica),
mucomuto Y (47, XYY), KiaccHuecKuii BapuaHT
cuapoma Kunaiingensrepa (47, XXY) u penkuit
LIUTOT€HETUYECKNI BapuaHT cunapoma KiraiiH-
(enprepa ¢ 4eTHIPpMS X-XpOMOCOMaMH M OJHOH
Y-xpomocomoii (49, XXXXY). Yacrora mociuen-
Hero cocrtaBisieT oauH Ha 85—100 Thic. poxkaeHu
MaJBIuKoB (puc. 1) [6].
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Pucynox 1. KapnoTrun manueHTa ¢ HUTOreHeTHYeCKMM BapuaHToM cuHapoma Kuaitndeabrepa —

49, XXXXY

Cpenu cTpyKTypHBIX aHOMaJIMI XpOMOCOM, BbI-
siBieHHBIX B 2016 1., mosoBuHy (6 u3 12 ciiyuaes)
COCTaBWJIN DPA3JIUYHbIC BAapUAHTHl TPAHCIOKALMM,
y YeTBIpEX MAIHEeHTOB ObUIM BBISIBIICHBI JICJICIUH,
Y OIIHOTO — MHBEPCHUS U 'y OTHOTO — AYIUINKALHS:
46, X, der(X) t(X; X) (q24; p11.23)

46, X, t(X; 18) (p22.3; q21.3)

46, XX, der(10)? t(10; 13) (p13; q12)? ins(10; ?)
(9215 ?7), der(13)? t(10; 13)(p13; q12)

46, XY, t(11; 18) (g21; q11.1)

46, XX, t(11; 22) (925; q13.1)

mos46, XX, +21, der(21; 21) (q10; ql10) [14]/46,
XX [4]

46, X, del(X) (p11.1)

46, XX, del(1) (q23.1; q24.1)

46, XX, del(2) (q373; q3?74)

46, XX, del(5) (q14; q23)

46, XY, inv(10) (p11.1; q21)

46, XY, dup(18) (q?12.3)

[IpuBoguM omucanus Hauboee HHTEPECHBIX
CJIy4yacB BBISIBICHHON CTPYKTYpHOH XPOMOCOMHOM
MaTOJIOTHH.

Cnyuait 1. leBouka ., ot I GepemeHHocCTH,
npoTekaBiiel Ha (OHE XJIAMHUIUHHOW MH(EKIUH,
XpOHHUYECKOW (peTorarieHTapHOH  HEeIOoCTaTo4-
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HOCTH, 33JCPKKH BHYTPUYTPOOHOTO pa3BUTHS
TUI0JIa; POIBI CAMOCTOSTENILHBIE, CBOEBPEMECHHEIE,
Bec npu poxkaeHuu 2520 r, poct 50 cM, oneHka
no mkane Amnrap 8-9 Gamnor. [locne poxaeHus
BBISIBJICHBI CTUTMBI JUCIMOPHOTEHE3a: MOHTOJION -
HBII pa3pes3 I1a3, NTO3 BEPXHETro BeKa JIEBOTO Ia3a
(poBenieHa XUpyprudeckas KOppeKIus), pa3aBoe-
HUE MaJIOTO SI3bIYKa, MUKPOTHATHS, MUKPO(TaIbM,
TUIIEepMOOMIIBHOCTE cycTaBoB. C paHHEero Bo3pacrta
OTMeYaeTcs 3aJiepKKa IICHXOMOTOPHOTO M PEYeBO-
ro pa3sutus. B Bo3pacte 3 roga Ha (oHE MOIHOTO
Oarononyudnsi BO3HUK TCHEPATM30BAaHHBIH TOHH-
KO-KJIOHMYECKUHM IMPUCTYI CyAOPOrL, IOCie KOTO-
pOro HaOIIONAINCH MBIIICYHAsE THIIOTOHUSI U COH-
JIMBOCTb, PEOCHOK MOCTYNHJI B HEBPOJIOIMYECKOE
ortaenenue YOJKB. Onexrposnuedanorpapus
BBISIBUJIA JIETKHE HAPYLICHUSI KOPKOBOH PUTMHKH.
[Ipu ocMoTpe MIa3HOro THA BBISBICHBI MMPU3HAKU
YaCTUYHONH aTpo(Uu 3pUTENBHOTO HepBa JIEBO-
ro miaza. KommnbrorepHasi ToMmorpadusi TOJIOBHOTO
MO3ra IaToJOrMYeCKUX HM3MEHEHHWH HE BbISBUIIA.
B Hacrosiiee Bpemst COCTOssHHE peOeHKa CTaOHIIb-
HOE, HAXOOUTCA MOA HaOMIOACHUEM Ienuarpa, He-
BPOJIOTa, OKYJIHCTA, JIOTOIEAA.

Kapuomun: 46, XX, del(2) (q373; q3?74) (puc. 2).
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Pucynok 2. Kapuorun nauueHTKH ¢ gejienueii xpomocomnl 2 — 46, XX, del(2) (q3?3; q3?4)

Lumozenemuuecxkoe 3axnouenue: BplsBIeHa
HUHTCPCTHULIMAJIbHAA ACJIC U JJIMHHOTO IIeYa Xpo-
MOCOMBI 2 C JIOKaJIh3aIueld ToueK pa3phbiBOB U BOC-
COEIMHEHHs B PETHOHE 2q3, MPEeAroyoKUTENBHO
B O09H7ax 2q33 u 2q34. PekomennoBano: 1) yroune-
HHE TOYEK Pa3phIBOB MPH IIOMOIIHA XPOMOCOMHOTO
MHKpoMaTpuyHoro aHanm3a win FISH; 2) kapuo-
TUNIUPOBAHUE POAUTEIEH.

IIpu KapuOTUNIUPOBAHUU POJUTEIEH XPOMOCO-
MHOM MaTOJIOTHH BBISIBIICHO HE 6I)IJIO.

Takum 0Opazom, y peOeHKa IMEET MECTO MyTa-
LIMs, BO3HUKIIAS de novo.

[IpenmonoxuTenbHO, y MallMEHTKH OTCYTCTBYET
(bparMeHT XpOMOCOMBI 2, BKITIOUAIONIUI BECh 09H/T
2q33 u moutH Bech 09HA 2q34. OgHAKO HETB3SI HC-
KIIIOYUTh U JIPyroe pacroioKeHHEe TOUeK pa3pbl-
BOB, HampuMep BapuaHT ¢ Toukamu 2q33 u 2q35.
MukporHarusi, MUKpO(PTalbM, 3aJepiKKa TICHXO-
MOTOPHOTO Pa3BUTHS, OTMEUEHHBIE Yy MalneHTKH,
OIMUCAaHbI Y 6OJII)HI)IX C aAcjaeuusiaMu JJIMHHOIO I1JI€4a
XpOMOCOMBI 2 U B auteparype [1].

Cayuait 2. JleBouka A., pomunack ot III Ge-
PEMEHHOCTH, TpOoTeKaBIIeld 0e3 O0COOCHHOCTEH,
II cBoeBpeMeHHbIX pooB. PebeHok poaucs ¢ Mac-
coit 3050 1, oreHKo# 1Mo mIKajge Amnrap 7-7 6amios.
C poxaeHNs BBISIBICH BPOXIEHHBIA MOPOK pa3BU-
THUSl — pacliesrHa TBepaoro HEOa. V3 pomunbHOTO
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JIoMa JIeBOYKa ObLTa epeBeieHa B e JHaTpHIecKoe
OTJICJICHHUE JIJII HOBOPOXKJICHHBIX JieTeit UensOun-
CKOH 00JTaCTHOW EeTCKOW KIIMHUYECKOH OONBHUIIBI
(ITOIH YO/IKB), rue eii ObUIO MPOBEACHO 00CIIC-
JIOBaHWE W KOHCYIBTAlMs OPTONOHTA MO TIOBOIY
BBISAIBJICHHOI'O BPOXJACHHOI'O IMOPOKa Pa3BUTUA —
pacmenuHabl TBepaoro HEOGa. M3 I1OJH YOIKbB
JC€BOYKa 61)1.]13 BbIIIMCaHAa MO MECTY KHUTCJILCTBA
B Bo3pacte 1 mecsIl mox HabIroIeHHe Y4aCTKOBOTO
neauarpa. B Bo3pacre 2 Mecdua BO BpeMsi KOpM-
JIEHUS MaTh peOCHKA 3aMEeTHIIa, IYTO PeOCHOK TIOCH-
HEJI, POJIUTEIIN B 3KCTPEHHOM IOPSIIKE 00paTUIINCh
B UOJIKB, pebeHOK OBLT OCMOTPEH pEeaHHMAaTOJIO-
oM, TOCIUTAJIU3UPOBAH B OTACIICHUC pCaHUMaIllun
n nHTeHCHBHOU Tepanuu Ne 2 (OPulT Ne 2), B3sar
Ha MCKYCCTBCHHYIO BEHTWJISIIIMIO JIETKUX. PeOeHKy
MIPOBEACHBI PEHTTeHOTpaPUIEecKOoe HCCIIeTOBaHIE
W CcrvpajbHas KOMIbIOTEpHas ToMorpadusi rpya-
HOW KIJIETKH, BBISBICHBI JBYCTOPOHHSS CErMeH-
TapHasi MMHEBMOHHUS B MpPaBOW M JIEBOM HMKHHUX
JIOJISIX JIETKUX W PacUIMpeHHe MPOCBETa MUIIEBO/IA.
Ha ¢uOpoOpoHXOCKONHH BBISBICHBI JUCKUHE3US
tpaxeu Il crernenu m Oponxomamsuus. [Ipu yibr-
Pa3ByKOBOM HCCJICIOBAaHUU OPIOIIHOM MTOJIOCTH 00-
Hapy’KEHBI TIOHCIUICHUS U MPU3HAKU THUITOTUTA3HH
JKeTuHoro my3slpd. 1o JaHHBIM yIBTPa3ByKOBOTO
W PEHTTCHOJIOTHYECKOTO HCCIIe0BaHus Ta3zo0e-
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APCHHLIX CYCTABOB BBIABJIICH IIOJABBIBHUX JICBOI'O
Ta300e/IpeHHoro cycTaBa. Ha MHOTOCIOIHOM KOM-
MBIOTEPHOW TOMOTpadUu HWKHUX KOHEUHOCTEH
BBISIBJIEHBI OCTEONOPO3 M IPHU3HAKH KOHCOJIMIM-
pyrolierocs mepeioMa CpeaHed TpeTtu auaduza
neBoil OenmpeHHON KocTH. [lo JaHHBIM 3JEKTpO-
Kapauorpau4eckoro HCCIEAOBaHHUS Yy peOcHKa
HEOAHOKPATHO 3apEeTrUCTPUPOBAH SKTONUYECKHUN
HUKHETPAaBONPEICEPIHBIA PUTM. DXOKapAHOrpa-
(uueckoe HCCIENOBAHUE BBIIBUIO YMEPEHHYIO
JIETOYHYI0 Tuneprensuio. Ha snexrposnuedano-
rpaduu 3aperuCTPUPOBAHBI BRIpAKEHHBIC OOIIIeC-

MO3roBble HapyuieHusi. Ha ¢one mnpoBoxumoit
WHTEHCUBHON TMOCUHJAPOMHOM Tepanuu 3HA4Yu-
TEJIbHOM IOJOXKUTENbHOU JUHAMUKYU B COCTOSIHUU
peOeHka mosyunTh HE ynajoch. HeonHokpaTHble
MOMBITKH JKCTyOMpOBaTh peOCHKa HE MPUBEIH
K yCIIeXy — CaMOCTOSITEJIbHOE CIIOHTAHHOE JIbIXa-
HUe He ObUI0 9(h(HEeKTUBHBIM, YTO TPeOOBAIO PEHH-
TyOanuu. B Hacrosmee BpeMs AeBoYKe 6 MECHIIeB,
OHAa HAXOAMTCS Ha HCKYCCTBEHHON BEHTHIISIIMU
JIETKUX, MOJIy4aeT NHTEHCUBHYIO IOCHHIPOMHYIO
Teparnuio.
Kapuomun: 46, XX, del(5) (q14; q23) (puc. 3).

Pucynok 3. Kapuorun nauueHTku ¢ gejenueii xpomocomnl S — 46, XX, del(5) (q14; q23)

Lumozenemuuecxoe 3axnouenue: BplsBIeHa
HUHTCPCTHULIMAJIbHAA ACJIC U JJIMHHOTO IUI€Ya Xpo-
MOCOMBI 5 C JIOKaJIh3aIyend ToueK pa3phbiBOB U BOC-
coequHeHus B 0sHmax 5q14 u 5q23. Pexomenona-
HO KapUOTHITUPOBAHHE POJAUTEIEH.

[Ipu xapuoOTUNIHPOBAHUU POTUTENIECH XPOMOCO-
MHO¥ ITaTOJIOTHH BBISABIICHO He ObLTO0. 3 3TOTO CIie-
JIyEeT, UTO MyTalus y peOeHKa MOsSBUIACh de novo.

B nmuTeparype onrcaHo HECKONBKO CITydaeB UH-
TEPCTULMAIBHBIX JIEEUUd IJIMHHOIO IJIeYa XpOo-
MOCOMBI 5, Il KOTOPBIX XapakKTepHBI 3aJepiKKa
NCUXOMOTOPHOT'O PAa3BUTUA U BPOXICHHBIC MOPO-
KM, HalIpUMep, NpHU JeJEUUU CXOKEro yyacTka ql5-
>q23 oTmeuaroT arpesuto anyca [1]. Jlanubix o Ha-
JIUYAW PaCIIEINHBI TBEPAOro HEOA, MONNCIUIEHUH
U OCTEOIOopo3a y ATHX MAIMEHTOB B IOCTYITHOU
JTUTEepaType MbI He BCTpeTHIH. Bo3MoXkHO, Haie
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HaOJIFONICHUE PACITUPHT MPEACTABICHUS O (hEHOTH-
MUYCCKHUX MPOABIICHUAX UHTCPCTULIMAIIBHBIX JICJIC-
UM XPOMOCOMBI 5.

Cayuaii 3. Jlerouka C., or Il GepemeHHOCTH,
MpoTeKaBIIed Ha (HOHE MATOBOIUS, XPOHHUYECKON
(beTorIalleHTapHON HEOCTATOYHOCTH, 0 JJAHHBIM
YABTPa3ByKOBOTO HCCIIEIOBAHMS IUIOJA BBISIBIECHA
runomnasuss HocoBo koctu. Pomwr III, camocros-
TEeNbHBIE, CBOEBPEMEHHBIE OBICTPBIE, Macca IPH Po-
xkaeaun 1860 r, mmmHa 38 cM, OlLEHKA MO IIKaje
Armrap 5-7 6amioB. [Ipu ocMoTpe Tociie poxKIeHUs
BBISIBJICHBI MHOKECTBCHHBIC CTUI'MBbI ILI/ICE)M6pI/IO-
reHe3a (HM3KO PacIIOIOKEHHBIE YITHBIE PAaKOBHUHBI,
TUIEPTENOPU3M, IUIOCKas MEePEHOCHUId, KOPOTKas
Iesi, HaBHCAMOIINN 3aThIIOK, Opaxuredanus, de-
ThIPEXTAJIBIIEBBIC OOPO3/bI HA 00CHX KUCTAX PYK).
B mo3nHem HeoHaTamsHOM TIEpHONE AEBOYKA B CO-
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cTostHuU cpenHed Tsbkectn noctynuia B YOJKB.
[Ipu ynsTpa3ByKoBOM 00CIIeIOBAaHIH BEISBICHBI TH-
TII0IIJIa3UA U ITOACHUYHAaA JUCTOIINA O6eI/IX IIOYCK, OT-
KPBITBIM apTepUaIbHbIA MPOTOK U OTKPHITOE OBAJIb-
Hoe OkHO. Ha snexrposnnedanorpadun ymepeHHbIC
00IIeMO3TOBbIe HapyIIeHUsA. B HEBPOIOTHYECKOM
cTaryce oOpamaroT Ha ce0si BHUMaHHUE 3aJIepiKKa

UN

IICUXOMOTOPHOI'O Ppas3sBUTUA, CHHAPOM YIHCTCHHUA
HEHpOpePICKTOPHON aKTUBHOCTH, MBIIICYHON T'H-
MIOTOHUM, JIEBOUKA CAMOCTOSITEIBHO HE COCET, KOp-
MHUTCS gepe3 30HA. B Bo3pacte 3 MecsieB peOSHOK
MIEPEBE/ICH B CTAI[MOHAD IO MECTY KUTEIHCTBA.
Kapuomun: 46, XX, del(l1) (q23.1; q24.1)

(puc. 4).

Pucynok 4. Kapuorun nauueHTkH ¢ gejenueii xpomocombl 1 — 46, XX, del(1) (q23.1; q24.1)

Lumozenemuuecxkoe 3axnouenue: BplsBIeHa
WHTEPCTHUIHANbHAS AETEus JUIMHHOTO TuieYa Xpo-
MOCOMBI | ¢ TOYKaMu pa3pbiBa U BOCCOETUHEHHS
B cermeHTax q23.1 u q24.1 u norepeit pparmeHTa
XPOMOCOMBI MY 3TUMH Y4aCTKAMHU.

ComnacHo JIUTEpaTypHbIM JIAaHHBIM, JIJISI OOJIb-
HBIX C MPOMEXKYTOUYHBIMU JEJeIHUSIMHA JITHHHO-
ro Iuie4ya XpOMOCOMBI | XapakTepHBI 3aJepiKKa
TICUXOMOTOPHOTO Pa3BUTHS, IIUPOKOE ILIOCKOE
MIEPEHOChE U HHU3KO PACIIONIOKEHHBIE J1e(hopMuUpo-
BaHHBIC YIITHBIE PAKOBHHBI, YTO OBIJIO OTMEYEHO
U B HaleMm HaOronenuu [1].

Cayuaii 4. Manpuuk 1., U3 ceMbu ¢ HU3KUM
COIMANIEHO-OKOHOMHYECKUM CTaTyCOM, B BO3pacTe
1,5 mecsaua nocrynun B HOJKDB B kpaiiHe Tsxe-
JIOM COCTOSHUHM C KIMHUYECKUMH TPOSBICHUSIMU
MIEPUTOHNTA, KOTOPBII CTal OCIIOKHEHHEM YIIeM-
JICHHOH 1axoBo# rpeikH. PeOeHKY OBbLIO IPOBEICHO
OTIepaTUBHOE JICYCHNE — JIAMIApPOTOMUS, PE3CKITHS
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y4acTKa HEKPOTHU3MPOBAHHOM KHUIIKH, BBIBEACHHE
uneocToMbl. [Ipu ynbTpa3ByKOBOM HCCIICIOBAHUU
OpIOITHOI MTOJIOCTH OBLITHN BHISBICHBI TIOJIMCTUICHHUS,
MOSICHUYHASL JTUCTONHsSI TPAaBOM MOYKH, Aedopma-
Ul KEeTqHOTo Mmy3bips. llpu sxokapauorpadude-
CKOM HCCJICAOBAHWUN BLBISABJICHBI BPOXKICHHLBIC I10-
POKH cepJiia: OTKPBITHIA apTepUalIbHbIA MPOTOK,
OTKPBITOE OBaJIbHOE OKHO. [10 ymyumienun cocros-
HUSl peOEeHOK OBLT BBIMTUCAH MO0 MECTY JKUTEIIHCTBA
1oJ| HaOJTFOJIEHUE y4acTKOBOro mienuarpa. [loBrop-
Hoe noctyruienue pederka B HOAKB 8 OPulAT Ne 2
HMEJIO MECTO B BO3pacTe 6 MecsieB, peOCHOK IMTOCTY-
TTAJT B KpaifHe TSHKEJIOM COCTOSTHUH, 00y CIIOBIICHHOM
JIBIXaTelIbHOM HeIoCTaTOuHOCTRIO 1] cTenenu, Kiu-
HUYECKUMHU MPOSBICHUSIMU JIByXCTOPOHHEH MHEB-
MOHHUH, CHHAPOMA CHUCTEMHOTO BOCHAIUTEIHHOTO
OTBETa, IOJTMOPTaHHOM HemocTarogyHocTr. Ha done
MPOBOJMMON MHTEHCHUBHOW MOCHHAPOMHON Tepa-
AU TOJTy4YEHA MOJIOKUTENIbHAS TUHAMUKA. Y UUThI-



Meanatpuyeckuit BecTHuK KOxxHoro Ypana Ne 1, 2017

Bas ABJICHHS BbIPA)XCHHOI'O HOCTI/IHTy6aIII/IOHHOFO
CTEHO3a TOpPTaHu, PeOCHKY HaJOKeHa TPaXeoCToMa,
peOeHOK IKCTYOUPOBaH, JIBIXaHUE YePE3 TPAXEOCTO-
My ajekBarHoe. [IpoBeeHO 3aKphITHE HIICOCTOMBI
C HAJIOKEHUEM TOHKOTOJICTOKHUIIIEYHOTO aHACTOMO-

I
g

F

s

3a, aATe3MOIU3NUCOM U TNIACTUKOM nepeqHel Opromi-
HOI CTEHKM MECTHBIMU TKaHsAMHU. B HacTosuiee Bpe-
M$l COCTOSIHUE peOeHKa cTaOuIIbHOE.

Kapuomun: 46, XY, inv(10) (pll.1;

(puc. 5).
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Pucynoxk 5. KapuoTun namuenTa ¢ nepumneHTpudeckoii nuBepcueii xpomocomsbl 10 — 46, XY, inv(10)

(p11.15q21)

Llumoeenemuueckoe  3axmouenue: BblsBie-
Ha MEepUILIeHTpUYEecKass MHBepcHus Xpomocombl 10
¢ pa3pbiBamu B cermente 10pl1.1 kopoTkoro mieya
u B cermenTe 10q21 niauHHOTO II€eYa.

[lo panHOMY ciydaioo clegyeT OTMETHUTh,
YTO B JOCTYIHOM JIUTepaType HaM He yAaloCh Hail-
TH OIMCAHUH CXOXKUX KIMHUYECKUX TPUMEPOB.

Cayuaii 5. JleBouka B., ot | 6epemeHHOCTH, TIPO-
TekaBIIed Ha (poHE XPOHHYECKOH IUIAIlleHTapHOM
HE/I0CTaTOYHOCTH, MaJOBOAMA. AHTEHATaJbHO 3a-
[I0A03PEHBI BPOKJICHHBIC ITIOPOKU Pa3BUTHUS ILIOJA.
Y marepu peOeHKa XpOHUUECKUH reonedpur (pe-
MHCCHST), MUOIIHUS JIETKOW crernieHu. Pombl cBoeBpe-
MEHHbIE, OTIEPaTUBHBIE B ITOUYHOM ITPE/ICKAHNH.
Bec npu poxxnenuu 3040 1, oneHka 1o mkane Anrap
7-7 6ainoB. C poxkaCHUs COCTOsIHUE peOeHKa Cpe/l-
Helt crenenu tsokectu. B HOAKDB aeBouka mocry-
[MJIa B paHHEM HEOHATaJbHOM IMEPHOJIE B TSKEIOM
COCTOSIHUHM, OOYCJIOBJIGHHOM CEpICYHOM HeocTa-
TouHOCTBIO. [Ipn ocMOTpe cTUrMBI TUcIMOpHOTe-
He3a — JMieBoi ausmopdusM. Ilpu ynerpas3Byko-
BOM HCCIICIOBAHUH OPIOIITHOHM MOJOCTH BBISIBIICHA
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MOSICHUYHASL JUCTONHS NPABOM MOYKH, MPU MHO-
TOCIIOWHOH KOMITBIOTEPHOI TOMOrpaduu rpyaHON
KJIETKU BBISIBIICHBI THIIOIUIA3US IyTU A0PThI, OTKPbI-
TBHI apTepUANTBHBIA TPOTOK, Ae(DEKT MEKIKETyI0U-
KOBOM IepPEeTOpOIKH, BTOPUYHBIN JePEKT MEXKITPe]I-
CEpAHOW MEPEropoJKH, KapJUOMETaIns, JIErOYHast
TUNEPTEH3Us. YIIBTPAa3BYKOBOE U PEHTICHOJIOTUYe-
CKOE HCCIIC/IOBaHNE Ta300CPEHHBIX CYCTABOB BbI-
SIBIJIO BPOXKJICHHBIH BBIBHUX JIeBOTO Oeapa. Ha gone
Tepalruyd CEPJICYHON HEAOCTAaTOUHOCTU COCTOSIHUE
pebenka ctabuibHOE, peOEHOK BBITUCAH TION Ha-
OJfoZieHNe Y4acTKOBOTO TIEAuarpa, KapauoJora,
OpTOIiea, HEBPOJIOra, OKYJIUCTA [0 MECTY YKUTEIIb-
cTBa. B Bo3pacte 2 Mecsa y ACBOYKH MOSBIINCH
CYIOPOXKHBIE MPUIIAJKH, HA3HAY€HA IPOTUBOCY-
JOpOXKHAsT Tepanus. B mepBoM MOMYTroAwH XKU3HU
peOeHKy BBIIIOTHEHA XUPYpPrUdecKas KOPPEKIUs
BPOXJIEHHOTO Mopoka cepaua. B Bo3pacre 5 me-
csilleB MaMa peOeHKa cTajla OTMEYaTh yBEIHUeHHE
pasMepoB PpOTOBHIIBI, CBETOOOSI3Hb. YCTaHOBIICH
JIMarHO3 «BPOXKJCHHAs [IayKOMay, Ha3HAau€Ha Me-
JTUKaMEHTO3HAsI KOPPEKITUS U TJIAHOBAsI TOCIUTAIH-
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3anus B opraneMonoruueckoe oraencHue YOJKB.
B nactosiimee Bpemsi coctosiHue pebeHka CTaOuIIb-
HOE, MOJTy4aeT CUMIITOMAaTHYECCKYIO TEPAIHIO.

N

F 3L 7]

Kapuomun: 47, XX, +mar (uccieqoBaHue BbI-
rostHeHo coBMecTHO ¢ MAY3 OTK3 I'Kb Ne 1)

(puc. 6).
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Pucynoxk 6. Kapuorun pedenka c¢ oqHoii 7100aBO4HOIT MapKepHoii xpomocomoii — 47, XX, +mar

L{umoeenemuueckoe saxnouernue: B xapuornre
BBISIBIICHA OJTHA JI0OABOYHASI MapKEpHAs XPOMOCOMA.
PexomeH10BaHO KapHOTUITUPOBAHUE POAUTENEH.

Kapuomun omya: 46, XY.

Llumoeenemuueckoe 3axnoueHue: XPOMOCOM-
Hasl MaToJOTHUs HE BBISIBICHA.

Kapuomun mamepu: 46, XX, t(11;22) (q25;
ql3.1).

Lumoeenemuueckoe 3axmouenue: BblsBieHa
PEIUIPOKHAS TPAHCIOKAIUS MEXKTy XPOMOCOMaMHU
11 1 22 ¢ okanu3anuei TOYeK pa3phIBOB U BOCCOC-

nuHeHwid B 09H1ax 11925 u 22q13.1. (puc. 7).

22

Pucynox 7. Kapuorum Mmarepu pebfeHKa ¢ MapKepHOIl XpOMOCOMOii: BBbISIBJIeHA PeNHUIPOKHAsN

TpaHCJAOKAUMA MexRTy Xxpomocomamu 11 u 22 — 46, XX, t(11;22) (q25; q13.1)
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Takum 00pa3oMm, MapKepHas XpOMOCOMa y pe-
OeHKa SIBISETCS, BEPOATHEE BCEro, YHAaCJemIo-
BaHHBIM OT MaTepHu JAEpUBATOM XpPOMOCOMBI 22
¢ nenenueit yuactka 22ql3.1-qter u 3aMeHOH ero
MaTepuaaoM JJIUHHOTO IUieda XPOMOCOMBI 11 —
11g25-qter. UubIMU cOBaMH, B JaHHOM Ciyyae
MPHUCYTCTBYET YaCTHUYHAS TPHUCOMHUSL MO XPOMO-
come 11 (HeOompmOi AHCTANBHBIA (parMeHT
JUIMHHOTO TuIeYa) U MO Xpomocome 22 (ydacTok
22pter-22q13.1). OTmMeTHM, 9TO UMEIOIITUECS Y TIa-
LMEHTKH MOPOKH CEepAlla U MOYEK OMUCAHBI B JIH-
Teparype y OOJBHBIX KaK ¢ TPUCOMHEW JUTMHHOTO
mjeya XpoMocomsl 11, Tak 1 ¢ TpucoMuei Xxpomo-
comnl 22 [1, 4].

Cayuyait 6. JleBouka M., nmepruHaTagbHbIA aHa-
MHe3 0e3 ocoOeHHOCTel, pommiack ot Il Oepe-
MeHHOCTH, II caMmocCTOsATENBHBIX POJOB, C MacCcoM
npu poxxaenun 2700 1, oneHka Mo mikajie Amnrap
8-9 OamnoB. B pannem Bo3pacTe pociia M pa3Bu-
Bajach B COOTBETCTBUU C Bo3pacTtoM. CTpamaer

b 17

3 293¢
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der(X)t(X:X)(q24:p11.23) *

MHUOINHEH TSHKEJIOW CTeleHu, o0ydaercs B KOp-
PEeKIMOHHON TmmKoje o 3peHnto. OOpartmirach
B 16 ner x sumokpuHonory YOJIKB c xanoba-
MU Ha OTCyTcTBHE MeHcTpyauuil. IIpm ocmotpe
oOpamiaeT Ha ceOs BHUMaHUE BBICOKHH POCT —
179 cM mpu cpemHeM pocTe 00OWX POAUTEICH.
IIpy ynbTpPa3ByKOBOM HCCIIEJNOBAHUN BbISBICHbI
TeHUTAJIbHBIH WHGAHTHIN3M, HEYeTKas CTPYKTY-
pa GoMMKYIApHOTO ammapara 00OMX SMYHHKOB.
[Ipu naGopaTopHOM WCCIEIOBAHUN BBISBICHBI
yBEIMUCHHE YPOBHS (POJLTHKYIIOCTUMYIUPYIOILIETO
(86 MME/mn) u mroTenHn3upytomiero (55 MME/ M)
TOPMOHOB, YBEIMYCHNE KOHLIEHTPAIUU OOILETo Te-
croctepoHa (58 HMOIB/IT), HOpMaTbHBIC 3HAYCHUS
JETUIPOAHAHAPOCTEpOHa U 17-TuApoKcUnpore-
cTepoHa. B HacTosiee Bpemst HaOIOmaeTcs y dH-
JOKPUHOJIOTa U THHEKOJIOTa, MOJYy4aeT 3aMeCTH-
TEJIHHYIO TePaIHIo.

Kapuomun: 46, X, der(X) t(X; X) (q24; p11.23)
(puc. 8).

18

Pucynok 8. Kapuorun nanueHTku ¢ nepuBatHoii X xpomocomoii — 46, X, der(X) t¢(X; X) (q24; p11.23)

Lumoecenemuueckoe 3axaouenue: BbISBIIeHA
JepuBaTHass X XpoOMOcCOoMa, o0Opa3oBaHHas B pe-
3yAbTaTe TPAHCIOKAIIMH CEeTMEHTa X XPOMOCOMBEI,
pacnonoxeHHoro jaucraibHee Xpll.23, Ha 03HJ

Xq24 nnuHHOTO ieya X Xpomocombl. Kapuotun
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HecOaaHCUPOBaHHBIN C yTepel cermeHTa Xq24-
qter u no6aBnenuem cermenta Xpll.23-pter.
Knuandeckas kapTrHa B JaHHOM CIy4dae COOT-
BETCTBYET CHHAPOMY, 0003Ha4aeMOMY B aHIJIOS-
3bI4yHOM tuTeparype kak POF — premature ovarian
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failure (cuHAPOM MPEXKJICBPEMEHHOW HEIOCTATOY-
HOCTH SIMYHHUKOB), YaCTHIMU TIPUYMHAMH KOTOPOTO
SIBJISIFOTCSL IEPECTPOMKH X XPOMOCOMBI, B TOM YHUC-
JIe CXOXKHE C XPOMOCOMHOH NepecTpoiikoi y Ha-
el manueHTkH [2, 51.

3akarouenune. TakuMm 00pa3oM, BBISBIICH-
HbIE B Halllel IUTOT€HETHUYECKOM IMPAKTUKE XPO-
MOCOMHBIE aleppalii B psfie CIIy4aeB CXOIHBI
C ONKCAaHHBIMH paHee B ywmreparype. JlanHoe 00-
CTOSATENILCTBO IO3UTHUBHO, IOCKOIBKY OTpPa’KaeT
YIOBIIETBOPUTEIBHBIN YPOBEHb M KaY€CTBO aHAJIH-
30B, BBITIOJHSIEMBIX IUTOTEHETHYECKOH Jaboparo-
pueii, Tem OoJiee YTO MOAPa3ICICHUE eIle HaXOAUT-
Cs B CTQJIMM CTAHOBJICHUS U JTOYKOMILIEKTOBAHUS
000py/IOBaHUEM.

MOoKHO HaAEsThCs, YTO MPUBEACHHBIE TPYIIION
HCCTIEIOBATENIel B CTaThe OMMCAHUS KIMHUYECKUX
MIPUMEPOB JIOTIONHST TPEICTABICHUS O (DEHOTUTTH-
YECKUX MPOSIBICHUSIX PAZIa CTPYKTYPHBIX XPOMOCO-
MHBIX aHOMaJIUH.
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