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AxmenoBa Kamosia PaxmanOepaueBHa

Bpau-reneruk PecnmyOnukanckoro Crenuanu3upoBaHHOTO
Hayuno — I[Ipaktnueckoro MeauuuHCKOro eHTpa
DHJIOKPUHOJIOTUU UM. AKal. E.X. TypakynoBa

AaunmoBa Hacu6a YcmMaHOBHA K.M.H., C.H.C.
Pecny6onukanckuit Criennain3upoBaHHbIH

Hayuno — I[Ipaktnueckuii MequuuHCKH HEHTP
DHJIOKPUHOJIOTUU UM. AKaJ. E.X. TypakynoBa

KIIMHUKO-®PEHOTHUIIMYECKOE 3HAYEHUE MOJIEKYJIAPHO-
HOUTOTEHETHUYECKOI'O UCCJIEAJOBAHUA (FISH) TP CUHIPOME
INEPEHIEBCKOI'O-TEPHEPA

d ' http://dx.doi.org/10.5281/zenodo.16933809

AHHOTALUA
Cunpnpom Hlepemesckoro-Tepuepa (ILIT) — 310 XpoMocomHoe 3ab0sieBaHUE, BBI3BAHHOE MOJIHON
WIM YaCTMYHOM MOHOCOMHEH Mo X-XpoMocoMme y KeHIIMH (kapuotunm 45,X WM MO3audHble
BapHaHThl). J[MarHocTuka 3TOro CUHAPOMAa OOBIYHO MPOBOJUTCS C MOMOIIBIO KapHOTHIIHPOBAHMUS,
OJJHAKO B TIOCJIEJHEE BpeMs Bce OoJblliee BHUMAHME YJENSETCS MOJIEKYJSPHO-TEHETUYECKUM
MmetonaM, TakuM kak FISH (duyopecuenTHas in situ ruGpuausanusi), KOTOPBIA SBISETCS BXKHBIM
MHCTPYMEHTOM JJIsl YTOUHEeHUs AuarHo3a. OIHaKo OHa JOJDKHA MCIIONB30BaThCS B COUYETAHUH C
JPYTHUMHU METOJAaMH Ul MOJYYEeHHUs MOJHOM KapTHHBI M€HETHYECKUX HapylieHuil. Matepuana u
MeTobl ucciaenoBanus.Hamu nposenen cpaBHutenbHbi aHanmu3 FISH (pamyopecnienthas in situ
ruOpuau3anus) TMarHocTUK y 64 G6onbHbIX ¢ pasnuunbiM reHotunom CIIT, oOpaTtuBmIuxcs B
Hay4HO-TIONUKIMHNYeckoe oTaenenne PCHIIMIID um. Akan. E.X. TypakynoBa, a Takke B
PCHIIML] 3MuP c 2021-2024 rr. Pe3yabTaThl npoBedeHHble ucciaenoBanuii. Cornacio FISH
JMarHOCTUKE Y JEBOYEK ObUI yCTaHOBJEH Kapuotun 45,X, 4yTO O3HA4yaeT OTCYTCTBHE OAHON X-
xpomocombl. FISH pamarnoctuka nokyca DXZ1 wm DYZ3, koTopblii ucnoib3yercs uis
MOJTBEPKACHUS HAJIUYUS WIM OTCYTCTBHUSL X-XPOMOCOMBI WM Y -XpOMOCOMBI, MTOKa3ajia, 4To y
OOJIBLIIMHCTBA JIEBOYEK BO BCeX KJeTKax oOHapyxkeHbl aBe konuu DXZ1 (100 %). 310 Moxer
yKa3blBaTh Ha TO, YTO B 3TUX KIETKaX HPUCYTCTBYIOT ABE X-XPOMOCOMBI, HO BMECTE C 3TUM Yy
JICBOYEK HaON0JaeTcss MO3aulM3M, YTO MOXET BIMATh Ha BapHaOENbHOCTh KIMHUYECKUX
nposiBieHui cunapoma lllepermesckoro-TepHepa. Hanuume KiIeTok ¢ HOPMaJIbHBIM KapHOTUIIOM
(46,XX) nnu 1omoOTHATENFHBIMU X-XpoMocoMamu (47,XXX) MOXKET CMATYaTh CUMITOMBL. AHAJIH3
MOJYYEeHHBIX JAAHHBIX HEKOTOPBIX JeBOYEK MO3BOJMJ BBIIBUTh MO3aHIM3M C Yy4YaCTHEM
Myskckoro kapuoruna DYZ3 (46,XY), uto TpeOyroT JONMOJHUTEIHHOI'O TéHETHYECKOT'0 aHau3a U
BHUMaHMs. BbiBoabLIlpoBeneHHOEe uccnenoBaHWe NOATBEPAMIIO BBICOKYIO JUArHOCTUYECKYIO
neHHocts FISH-merona B Benenum mnaunmeHTok ¢ cunapomoM Ilepemesckoro-TepHepa,
MOTYEPKUBasi HEOOXOMMOCTb €TI0 IIUPOKOTO BHEAPEHHS B KIMHUYECKYIO MPAKTHKY.
KaroueBbie cioBa: Cunapom lllepemesckoro-Tepuepa, FISH (dmyopecnienTHas in situ
ruOpuau3anys), KIMHUKO-(DEHOTUITHYECKUE TPOSIBICHHSL.
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Ahmedova Kamola Rahmanberdiyevna

Akad. Yo.X. To’raqulov nomidagi

Respublika ixtisoslashtirilgan Endokrinologiya limiy-amaliy
tibbiyot markazi genetik shifokor

Alimova Nasiba Usmonovna, t.f.n., kK.i.x.

Akad. Yo.X. To’raqulov nomidagi

Respublika ixtisoslashtirilgan Endokrinologiya limiy-amaliy
tibbiyot markazi

SHERESHEVSKIY-TYORNER SINDROMIDA MOLEKULYAR SITOGENETIK
TADQIQOTNING (FISH) KLINIK-FENOTIPIK AHAMIYATI

ANNOTATSIYA
Shereshevskiy-Tyorner sindromi - bu ayollarda X xromosomasida to'lig yoki gisman monosomiya
natijasida kelib chiggan xromosoma kasalligi (karyotip 45, X yoki mozaik variantlari). Ushbu
sindromning diagnostikasi odatda karyotiplash orgali amalga oshiriladi, ammo so'nggi paytlarda
tashxisni aniglashtirish uchun muhim vosita bo'lgan Fish (floresan in situ gibridizatsiya) kabi
molekulyar genetik usullarga ko'proq e'tibor garatilmogda. Birog, u genetik kasalliklarning to'liq
rasmini olish uchun boshga usullar bilan birgalikda ishlatilishi kerak. Tadqgigot materiallari va
usullari. Biz rsnpmtse ilmiy-poliklinika bo'limiga murojaat gilgan SST genotipi turlicha bo'lgan
2021-2024 vyillarda E.X. Turaqulov nomidagi RIEIATM da 64 bemorda Fish (fllioresan in situ
gibridizatsiya) diagnostikasining qiyosiy tahlilini o'tkazdik. Tadgigot natijalari. Fish
diagnostikasiga ko'ra, gizlarda 45,X karyotipi aniglangan, ya'ni bitta X xromosoma yo'q. Fish X yoki
Y xromosomasining mavjudligini yoki yo'gligini tasdiglash uchun ishlatiladigan DXZ1 va DYZ3
lokus diagnostikasi shuni ko'rsatdiki, ko'pchilik gizlarda barcha hujayralarda DXZ1 ning ikkita
nusxasi (100%) topilgan. Bu ushbu hujayralarda ikkita X xromosoma mavjudligini ko'rsatishi
mumkin, ammo shu bilan birga gizlarda mozaika mavjud bo'lib, bu Shereshevskiy-Tyorner
sindromining klinik ko'rinishlarining o'zgaruvchanligiga ta'sir gilishi mumkin. Oddiy karyotip
(46,XX) yoki go'shimcha X xromosomalari (47,XXX) bo'lgan hujayralarga ega bo'lish simptomlarni
engillashtirishi mumkin. Ba'zi gizlarning olingan ma'lumotlarini tahlil gilish dyz3 (46,XY) erkak
karyotipini 0'z ichiga olgan mozaikizmni anigladi, bu qo'shimcha genetik tahlil va e'tiborni talab
giladi.Xulosalar. Tadgiqot Shereshevskiy-Tyorner sindromi bo'lgan bemorlarni boshgarishda FISH
usulining yuqori diagnostik ahamiyatini tasdigladi va uni klinik amaliyotga keng joriy etish
zarurligini ta'kidladi.
Kalit so’zlar: Shereshevskiy-Tyorner sindromi, Fish (floresan in situ gibridizatsiya), klinik-
fenotipik kyrcatkichlari.
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EXAMINATION (FISH) IN SHERESHEVSKY-TURNER SYNDROME
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ANNOTATION
Shereshevsky-Turner syndrome (SHT) is a chromosomal disease caused by complete or partial
monosomy on the X chromosome in women (karyotype 45, X or mosaic variants). Diagnosis of this
syndrome is usually carried out by karyotyping, however, more and more attention has recently been
paid to molecular genetic methods such as FISH (fluorescent in situ hybridization), which is an
important tool for clarifying the diagnosis. However, it should be used in combination with other
methods to obtain a complete picture of genetic disorders. Research materials and methods. We
conducted a comparative analysis of FISH (fluorescent in situ hybridization) diagnostics in 64
patients with different CST genotypes who applied to the scientific and polyclinic department of the
Russian National Research Medical Center. Academician E.H. Turakulov, as well as in the Russian
Scientific and Cultural Center ZMiR from 2021-2024. The results of the conducted research.
According to the FISH diagnosis, the girls had a karyotype of 45,X, which means that one X
chromosome is missing. FISH diagnostics of the DXZ1 and DYZ3 locus, which is used to confirm
the presence or absence of the X or Y chromosome, showed that the majority of girls had two copies
of DXZ1 in all cells (100%). This may indicate that two X chromosomes are present in these cells,
but at the same time, mosaicism is observed in girls, which may affect the variability of clinical
manifestations of Shereshevsky-Turner syndrome. The presence of cells with a normal karyotype
(46,XX) or additional X chromosomes (47,XXX) can alleviate the symptoms. Analysis of the data
obtained from some girls revealed mosaicism involving the male karyotype DYZ3 (46,XY), which
requires additional genetic analysis and attention. Conclusions. The study confirmed the high
diagnostic value of the FISH method in the management of patients with Shereshevsky-Turner
syndrome, emphasizing the need for its widespread implementation in clinical practice.
Keywords: Shereshevsky-Turner syndrome, FISH (fluorescent in situ hybridization), clinical
and phenotypic manifestations.

Cunpnpom IllepemeBckoro-Tepuepa (LLT) — 310 XpomocomHOe 3a0o0jieBaHHE, BBHI3BAHHOE
MIOJTHOW MJTM YaCTUYHOM MOHOCOMUEH 10 X-XpOMOCOME Y JKEHIIMH (KaproTul 45,X min MO3anvHble
BapHaHThl). J[MarHocTuka 3TOro CUHAPOMAa OOBIYHO MPOBOJUTCS C MOMOIIBIO KapHOTHIIMPOBAHMUS,
OJJHAKO B TIOCJIEJHEE BpeMs Bce OoJblliee BHUMAHME YJENSETCS MOJIEKYJSPHO-TEHETUYECKUM
metonaM, TakuM kak FISH (dnyopecuentnas in situ rubpuanzanus). FISH no3Bonser BbISBUTH He
TOJIBKO MOJHYI0 MOHOCOMHIO X-XpPOMOCOMBI, HO U MO3aW4Hble (OPMBI, & TAKKE CTPYKTYPHBIE
aHOMaJIUU X-XPOMOCOMBI (HallpuMep, JeJIeUH, H30XPOMOCOMBI, KOJIBIIEBbIE XPOMOCOMBI), KOTOpPbIE
MOTYT OBITh HPOMYIIEHbl NPU CTAHJAPTHOM KapHUOTHIIMPOBAHUHU, UYTO OCOOCHHO BAXKHO IS
NAIMEHTOB ¢ aTUIMUYHBIMHU KITMHUYECKUMH MPOSBICHUSMHU MM MO3aMYHBIMU (POPMaMU CHHIpOMA
[1, 4].

FISH moxet ObITh MCHOIB30BaH Il OBICTPOro aHAIM3a XPOMOCOMHOIO Habopa Ijioja mpu
nojno3penun Ha cunapoMm lllepemeBckoro-TepHepa, ocoOeHHO B ciyyasx, Koraa TpeOyercs
onepaTtuBHoe npuHATHE pemeHnid. FISH nomoraer orinnunte cunapom Illepemesckoro-TepHepa ot
Apyrux 3a00JIeBaHUM, COMPOBOXKIAIOIINXCS HU3KHUM POCTOM, 3aJCPXKKOW MOJIOBOI'O Pa3BUTHUS WUIIH
BPOXIEHHBIMU TOPOKaMHU pa3BUTHA. TodHOE ompeseneHrne XpOMOCOMHBIX aHOMAJIU ¢ MOMOILBIO
FISH no3Bossier mpeocTaBuTh 00jiee TOUHYI0 HH(POPMAILIMIO O PUCKE PELUMBA CUHAPOMA B CEMbE
U IJIAaHUPOBAaHUU OepeMeHHoCTH [3, 5].

BMmecte ¢ 3TuM, MeTOA HE MO3BOJSET aHAIM3MPOBATH BECh I'€HOM, a TOJIBKO KOHKpPETHbBIE
YYaCTKH XpOMOCOM, TO3TOMY €r0 4acTO MCIIOJIb3YIOT B COUETAaHUH C APYTUMH METOIaMU (HaIIpuMep,
KapHOTHUIIMPOBAHWEM MWJIM TIOJHOT€HOMHBIM cekBeHupoBanueMm). FISH-nmarnoctuka sBinsercs
BaXHBIM MHCTPYMEHTOM JJIs1 yTOUHEHUs Tuarno3a cunapoma lllepemesckoro-TepHepa, 0cOOEHHO B
CIIO’KHBIX CIy4asx (MO3auIM3M, CTPYKTYpHBbIE aHOMAJIMHU, HAIUYKE Y-XpPOMOCOMHOT'O MaTepHana).
OnHako OHa JOJKHA UCIOB30BAaThCs B COUETAHUU C JIPYTMMHU METOJAMH JUIsl TIOIy4EHUS TOJIHOM
KapTUHBI TeHETHUECKUX HapyleHuu [2, 5.

Matepuan u MeToAabl McciaegoBaHusiHamu 1npoBeeH  cpaBHMUTENbHBIM — aHAIM3
FISH (¢nyopecuientHas in situ ruOpuausanusi) IUArHOCTUKH y 64 OOJNBHBIX C pa3IMYHBIM
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reHotunom CLIT, obpartuBumxcst B HayyHO-IonuKIMHUYeckoe otaenenne PCHIIMIID um. Akan.
E.X. Typakynosa, a Takxe B PCHIIMILI 3MuP ¢ 2021-2024 rr.

Tabmuua 1 comepxut uHpopmanuio o aeBouykax ¢ cuHapomom lllepemesckoro-TepHepa,
KOTOPBIM OblIa IPOBECHA OATBEPIKIAIOIIAs JUArHOCTHKA ¢ HCToib30BaHueM MeTona FISH. Dot
METOJ| IO3BOJIAECT JACTAIBHO M3YyYUTh XPOMOCOMHBIE AHOMAJIMH, B YAaCTHOCTH, HAIU4YUE WU
OTCYTCTBHE OINPEICIIEHHBIX ,y4aCTKOB XPOMOCOM.

Taoauna 1
FISH mmarnocruka nanueHToB cuHaApoMoM IllepemeBckoro-TepHepa ¢ MoHOCOMUEH

Ne o.1. Kapuorun Fish

1 J.H. 45X DXZ1 - 1 xonus 90 %, 2 xoruu 10 %
2 K.M. 45X DXZ1 - 1 xonusg 80 %, 2 xormu 20 %
3 .M. 45X DXZ1 - 1 xonus 80 %, 2 xormu 20 %
4 n.JL 45X DXZ1 - 1 xonusg 80 %, 2 xormu 20 %
5 M.T. 45X DXZ1 - 1 xonus 80 %, 2 xormu 20 %
6 M.H. 45X DXZ1 - 1 xonusg 50 %, 2 xoruu 50 %
7 M.M. 45X DXZ1 - 1 xonus 90 %, 2 xoruu 10 %
8 0.0. 45,X DXZ1 - 1 xonus 50 %, 2 xormu 50 %
9 P.X. 45X DXZ1 - 1 xonus 90 %, 2 xoruu 10 %
10 E.M. 45X DXZ1 - 1 xonusg 80 %, 2 xormu 20 %
11 V.C. 45X DXZ1 - 1 xonus 90 %, 2 xoruu 10 %
12 10.C. 45X DXZ1 - 1 xonusg 80 %, 2 xormu 20 %
13 IO.K. 45X DXZ1 - 1 xonus 50 %, 2 xormu 50 %
14 b.®. 45X DXZ1 - 1 xonus 70 %, 2 xormu 30 %
15 T.C. 45X DXZ1 - 1 xonusg 80 %, 2 xormu 20 %
16 T.P. 45X DXZ1 - 1 xonug 95 %, 2 xomuu 5 %
17 P.M. 45X DXZ1 - 1 xonus 70 %, 2 xormu 30 %
18 P.I1I. 45X DXZ1 - 1 xonus 90 %, 2 xormu 10 %
19 pP.A. 45X DXZ1 - 1 xonus 80 %, 2 xormu 20 %
20 pP.C. 45X DXZ1 - 1 xonus 95 %, 2 xomuu 5 %
21 H.A. 45X DXZ1 - 1 xonus 90 %, 2 xoruu 10 %
22 M. 45X DXZ1 - 1 xonus 90 %, 2 xormu 10 %
23 H.C. 45X DXZ1 - 1 xonus 90 %, 2 xoruu 10 %
24 P.H. 45X DXZ1 - 1 xonus 90 %, 2 xoruu 10 %
25 X.M. 45X DXZ1 - 1 xomus 100 %

26 P.K. 45X DXZ1 - 1 xonus 90 %, 2 xoruu 10 %
27 A.P. 45X DXZ1 - 1 xonus 90 %, 2 xormu 10 %
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28 A.P.1 45X DXZ1 - 1 xonusg 50 %, 2 xoruu 50 %
29 AX. 45X DXZ1 - 1 xonug 5 %, 2 xornuu 95 %
30 AM. 45X DXZ1 - 1 xonus 90 %, 2 xoruu 10 %
31 AL 45X DXZ1-1 I;_%l'([)l/lof/lo BO BCEX KJIETKaX

32 A1 45X DXZ1 - 1 xonusg 85 %, 2 xoruu 15 %
33 AX.1 45X DXZ1 - 1 xomust 95 %, 2 xormu 5 %
34 A.P. 45X DXZ1 - 1 xonus 90 %, 2 xormu 10 %
35 W.III. 45X DXZ1 - 1 xonus 80 %, 2 xormu 20 %

VY Bcex neBouek (N=35) ykazaH kapuoTun 45,X, 4TO SBISETCS XapaKTEpHBIM MPU3HAKOM
cunapoma llepemesckoro-TepHepa. ITo 03HAYaeT, YTO y HUX OTCYTCTBYET OAHAa X-Xpomocoma (B
HOpPME y JKEHIIMH KapuoTun 46,XX).

PesynbpTaTel mpoBeneHHOro aHanmza mokasanud Hammaue DXZ1 (30HD -X XpOMOCOMBI) -
crenn(UIEecKoro pernoHa Ha X-XpoMOCOM€, KOTOPBIA HCIONb3yeTCs I aHalu3a HAIWYMs WK
OTCYTCTBUSI X-XpPOMOCOMBI, TAaK)K€ IAHHBIA METOJ[ MO3BOJSAET IMOIYYUTHh AAHHBIE O KOJIMYECTBE
KOIIUM 3TOTO PETMOHA:

. 1 xonus: IIpoueHT KJIETOK, B KOTOPBIX 0OOHapyskeHa oaHa konusg DXZ1.
. 2 konuu: IIporeHT KIIeTOK, B KOTOPHIX 0OOHapy>keHb! ABe konuu DXZ1.

VY GonpIIMHCTBA JeBOUEK IIpeobnaaaeT ogua konust DXZ1 (mpouent Bapsupyetcs oT 50 % 10
100 %). D10 moATBEPKIaET OTCYTCTBHE OAHOI X-XpPOMOCOMBI B OOJIBIITMHCTBE KIETOK. B HEKOTOPBIX
ciyyasx (Hampumep, cTpoku 6, 8, 13, 28) nabmomaercs mo3aunusMm: 50 % KJIeTOK ¢ OJHOM
konueii u S0 % KIeTok ¢ ABYMs KONMMAMH. JTO O3HAYAET, YTO y ITUX J€BOYEK YACTh KIETOK UMEET
HOpMaJbHBINA Kapuotull (46,XX), a yacTe — aHoManbHbIH (45,X0).

B crpoke 29 (A.X.) Habmiogaetcs obpaTHas cutyaus: S % KJeToK ¢ oaHoii konueii u 95 %
KJIETOK € IBYMSl KOMUAMM. DTO PEeIKuil cirydail, rie OOJBIIMHCTBO KJIETOK UMEIOT HOPMaJIbHBIN
KapUOTHII.

B ctpoke 25 (X.M.) ykazano, uro 100 % kjeTok umerot oany konuw DXZ1, uyto yka3biBaeT
Ha II0JIHOE OTCYTCTBUE BTOPOH X-XpOMOCOMBI BO BCEX KJIETKaX.

B crpoke 31 (A.[l.) yka3zaHo, uto BO Bcex kJeTkax 100 % oaHa KomMs, 4TO TaKxke
MIOATBEPKIAET MIOJTHOE OTCYTCTBUE BTOPOU X-XPOMOCOMBI.

Hanuune ki1eTok ¢ pa3HbIM KapuUOTUIIOM HAONIOAeTCs Y HECKOJNBKHX JEBOYEK (Harmpumep,
cTpokH 6, 8, 13, 28). DT0 MOXET BIUATH Ha BapHaOeNbHOCTh KIMHUYECKUX MPOSBICHUNA CHHAPOMA
[Iepemesckoro-TepHepa.

Tabnmuua npezncraBiser pe3yibrarhl reHerndeckoi nuarHoctuku (FISH) y nmeBouek ¢
cunapomoM IllepemeBckoro-TepHepa. OTH JaHHBIE MOTYT HCIIOJIB30BATHCA Ul MOATBEPKACHUSA
MarHo3a, U3y4eHUsl MO3aulU3Ma U €ro BIUSHUSA HAa KIMHUYECKUE MPOSIBICHUS U IUIAHUPOBAHMS
JambHEUIIero JeueHus: U HaOIro1eH s!.

Takum oOpa3oM, B JaHHOW Trpymnmne OOJbHBIX Yy OOJIBLIIMHCTBA JE€BOYEK IOATBEPKIAEH
kapuotun 45,X ¢ npeobnananueM oaHoil xomuum DXZI1, y HEKOTOphIX JeBOYEK Halmronaercs
MO3auLU3M, YTO MOXKET YKa3bIBaThb HA MEHEE BbIPA)KCHHBIE KIIMHUYECKHE MPOSIBICHUS], PE3YJIbTATHI
FISH BaxkHBI A7 MOHUMAHUS T€HETHUECKOW OCHOBBI 3a00JI€BaHUS U MHAWBUIYAIbHOTO MOIX0/a K
JICYEHHUIO.

JleBOUKHM pa3/ieNieHbl Ha 4 TPyMIIbI B 3aBUCUMOCTH OT COOTHOLIEHUS KIIETOK ¢ Kapuotunom 45,X
u 46,XX:

e 100%/0 (n=2): YV 3TUX MalMeHTOK BCE KJICTKH UMEIOT KapuoTum 45,X (I0JIHOe OTCYTCTBHE
BTOPOi X-XpOMOCOMBI).
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e 5%/95% (n=1): VY oroit manmentku 5 % KiIeTOok mMeroT kapuotun 45X, a 95 % —
HOpMaJIbHBIN Kapuotui 46,XX.

e 50%/50% (n=4):VY stux nammeHtok 50 % kierok mMmeroT kapuotun 45X, a 50 % —
HOpMaJIbHBIN Kapuotui 46,XX.

o 70%-95%/5%-30% (n=28): V stux mamuenTok 70-95 % kieTok uMeroT kapuotun 45,X, a 5—
30 % — HopmaibHBIN KapuoTui 46,XX.

Pe3ynbTaThl CTaTHCTUYECKOTO aHajIM3a MOJYYEHHBIX Pe3yJbTaTOB IMOKA3ald, YTO OOLIUMH
MpU3HAKAMHU JJIsl BCEX TPy SIBUJIUCH TaKUe KIMHUYECKUE NMPU3HAKU, KaK HU3KHH POCT, KOTOPBII
Habmonanca y 100 % manueHTOK BO Bcex rpymnmax. 9To oJuH U3 KitoueBbiXx cumnrtomoB CIUT u
CKYJHO€ BTOPHUYHOE OBOJIOCEHHE, KOTOpBINA Tak ke HaOmomancs y 100 % manuMeHTok B rpymmax
100%/0, 5%/95% wn 50%/50%, u'y 92,9 % B rpymme 70%-95%/5%-30%. HanGonee BbIpaKCHHBIMH
npu3Hakamu B rpymnme 100%/0 (monabiii MoHOCOMES X) ObUTH BBISBIICHBI HU3KUH ypOBEHB POCTA
Bosoc Ha 1ee (100 %), meBycso (100 %), mmpoxkas rpynHas kiaerka (100 %), mmuaubii Gunstp (100
%), Beicokoe HeOo (100 %)

B rpymme 70%-95%/5%-30% (BbIpakeHHBIII MO3aWIM3M) HauOoJee BBIPAKECHHBIMU
NpU3HAKAMHU SBJSUIMCH HU3KHUH ypOoBeHb pocTa Bosoc Ha ee (92,9 %), mmpokas rpyaHas KieTka
(82,1 %), cockoBerii Tuneprenopusm (78,6 %), amenopes (89,3 %). Bmecte ¢ 3TUM, peIKUMHU WU
OTCYTCTBYIOIIMMH TNpHU3HAKaMHU OBLIM ONpE/EIeHbl TaKue MPU3HAKU KakK JUM(aTHUECKUEe OTEKH,
KOTOpbIe HaOmopanuch Toiabko B rpymme 70%-95%/5%-30% (10,7 %), Opaxunedanus, KoTopas
HaOmoaanack TonbKo B rpynme 70%-95%/5%-30% (25 %); nepopmanus ckenera y O0JIBHBIX TOJIBKO
B rpymmax 50%/50% (25 %) u 70%-95%/5%-30% 42,9 %).

VY manueHTOoK Ipymnibl ¢ MUHUMAJIbHBIM MO3auliu3MoM (5/95) Habmoganich He BCe PU3HAKHY,
xapakTepHble i cunapoma llepemesckoro-Tepuepa. Hanpumep, oTCyTCTBYIOT TUM$aTUyecKue
oTeku, Opaxunedanus, HeBychl U Aedopmarus ckenera. OQHAKO IPUCYTCTBOBAIN TaKHeE MPU3HAKH,
KaK HU3KMH POCT, CKy/THO€ BTOPMUYHOE OBOJIOCEHHUE, TMIIEPMOOUIBHOCTh CYCTAaBOB U IIa3HOU
TUIIEPTETOPHU3M.

Taxkum 00pa3oM, BBIPaXKEHHOCTh CHMIITOMOB 3aBHCHUT OT CTEHNEHHM MO3aWLU3Ma, TO €CTh, Y
HaIMEeHTOK ¢ MonHoi MoHocomuel X (100%/0) cumMnToMbl BeIpaXkeHbI HanboIee SIPKO, y MAIlMEHTOK
¢ mo3annu3MoM (ocobeHHo B rpymme 70%-95%/5%-30%) cuMnTOMBI TakKe BBIPaKEHBI, HO UX
YacTOTa U TSKECTh MOTYT BapbUPOBATHCS, Y MALMEHTOK ¢ MUHUMAIBHBIM MO3auLu3MoM (5%/95%)
CHUMIITOMBI MOTYT OBITb MEHEE BBIPR)XEHBl WJIM OTCYTCTBOBaTh. Hamboree 9acThIMM HpU3HAKU
sBIsLTUCh HU3Kkui pocT (100 % Bo Bcex rpymmax), ckynHoe BropuuHoe oBosioceHue (92,9-100 %),
mupokas rpyasas kinerka (75-100 %), penkumu npuszHakamu juMmepaTtuueckue oteku (10,7 %),
opaxunedanus (25 %) u nepopmarus ckenera (25-42,9 %).

Hamu npoBenieH aHayu3 pe3ysbTaToOB MeHETUYECKOH nuarHoctuku jokyca DXZ1 u DYZ3 ¢
ucnoib3oBanueM Merona FISH (dayopecnientnas in situ rubpuansanus) MaueHTOB CHHAPOMOM
[epemeBckoro-Tepuepa ¢ kapuotunamu 45,X/46,XX, 45,X/46,XY u 45,X/47,XXX.

Taoauma 2
FISH nuarnoctuka jokyca DXZ1 u DYZ3

Ne .M. Kapuorun FISH
1 M.K. 45 X/46,XX DXZ1-2 KOHI/I;OBO Bcex kierkax 100
2 T.3. 45,X/46,XX DXZ1 - 1 xorms 10 %, 2 xomuu 90 %
3 K.JI. 45,X/46,XY DXZ1-2 Konn;o:ao BCex KieTkax 100
4 D.C. 45,X/46,XX DXZ1 - 1 konus 10 %, 2 koruu 90 %
5 3.M. 45 X/47 XXX DXZ1 - 2 xonuu Bo Beex kietkax 100

%
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DXZ1 - 2 konuu Bo Beex kinerkax 100
6 P.M. 45 X/46,XX %

Jlannas Tabnuua colepkUT HHPOpManuio o JeBoykax c cuHapoMmoMm IllepemeBckoro-
TepHepa, y KOTOpBIX IIpOBEJEHA TIE€HETHUYECKAas JWAarHOCTUKA C  HCIIOJIb30BaHUEM
merona FISH (pnyopecuientnas in situ rubpuamsanus). B Tabnume ykasaHbl KapUOTHUIIBI H
pe3yabTarhl aHanu3a Jiokyca DXZ1 u DY Z3, KoTopblil UCIIONB3YeTCs 111 TOATBEPKACHUS HATUUHUS
WM OTCYTCTBUS X-XPOMOCOMBI.

VYKa3aH KapuOTHUI Ka)KI0M 1€BOYKH, KOTOPBII MOXKET BKJIFOYATh:

045,X: OrcyrcTBUE 0THON X-XPOMOCOMBI.

046,XX: HopManbHbIl )KEHCKUI KapUOTHIL.

046,XY: MyXCKoii KapyOTHII (B clIydae MO3auIM3Ma).
047,XXX: Tpucomus no X-xpoMocoMme.

C yka3zaHHEM COOTHOILIEHUS KJIETOK C pPa3HbIMM KapHOTHUIIAMU O KOJMYECTBE KONUM 3TOT0
peruoHa: 1 Konusi: IPOIEHT KJIETOK ¢ oaHou komuer DXZ1 (orcyTcTBHE 01HON X-XpOMOCOMBI) U 2
KONHUM: IPOIIEHT KIETOK ¢ AByMs KonusiMu DXZ1 (nanuune aAByx X-XpoMOCOM).

[IpoBeneHHbIE  HCCIIEOBAHUS  IOKAa3bIBAIOT, YTO y  OOJIBIIMHCTBA  JEBOYEK
Ha0JI01aeTCsl MO3AaMIU3M, TO €CTh HAJIMUUE KJIETOK C Pa3HBIMHM KapHUOTHITAMHU:

45,X/46,XX: Y neBodeKk € TakMM KapHOTUIIOM YacTh KIJIETOK HMEET OJHY X-XpOMOCOMY
(45,X0), a yactb — 1Be X-XpoMOCOMEI (46,XX).

45,X/46,XY: Y onnoit nesouku (K.JI.) yacTh kiieTok umeeT myxckoii kapuotur (46,XY).

45,X/47,XXX: Y onHoit neBouku (3.M.) 4acTh KIETOK UMeeT TpU X-XpoMOCOMEI (47,XXX).

Pe3yabTarsl npoBeaenHoii FISH (DXZ1 u DYZ3 - 3011 Y XpoMocOMbI) TMATHOCTUKH
MOKa3bIBAIOT, YTO y OOJBIIMHCTBA JIeBOUEK (CTPOKH 1, 3, 5, 6) BO Bcex KiIeTKax 00HapyKeHbI 1Be
xonuu DXZ1 (100 %). D10 MOXKeET yKa3blBaTh Ha TO, YTO B ATUX KJIETKaX MPHUCYTCTBYIOT JIBE X-

XPOMOCOMBI.
Bwmecre ¢ aTuM, y 1Byx neBouek (cTpoku 2 u 4) Habmogaetcs mo3anuu3m no DXZ1:
o 1 xormus 10 %: B 10 % kieTok oTcyTcTBYET 0JHa X-XpOMOCOMA.

o 2 xommum 90 %: B 90 % kneTok npucyTCcTBYIOT ABE X-XPOMOCOMBI.

Y naumeHToK:

e K.J.(crpoka 3) BbIsIBJEH pPEOKUil ciaydyaid MoO3auIu3Ma, KOTOPBIH MOXKET OBbITh CBS3aH C
HAJINYMEM Y-XpPOMOCOMBI - y He€ 4acTh KJIETOK UMEET MyXCKoi kapuoTuil (46,XY).

e 3.M. (cTpoka 5): y He€ yacTh KJIETOK uMeeT Tpu X-Xxpomocombl (47,XXX). DTo yka3sIBaeT Ha
HaJIM4ue TPUCOMHHU 110 X-XPOMOCOME B YaCTH KIIETOK.

Wtak, y OOJBUIMHCTBA [JEBOYEK HAOIIOAAETCS MO3aUIM3M, YTO MOXKET BIUATH Ha
BapHabeNbHOCTh KIIMHUYECKUX MposiBieHuil cunapoma llepemesckoro-Tepuepa. Hanuune kineTok
C HOPMAJBHBIM KapHOTUTIOM (46,XX) WK JOMOJHUTENbHBIMU X-xpoMocoMamu (47,XXX) Moxer
CMSAT4aTh CUMIITOMBI.

Takum oOpaszom, pesynsratel FISH (DXZ1 u DYZ3) noka3biBatoT, 4To y OOJBIIMHCTBA
JIEBOYEK BO BCEX KJETKax OOHapyxeHbl JBe konmuu DXZ1, uro yka3plBaeT Ha HaJM4yue OBYX X-
XPOMOCOM B 3THX KJIETKaX, Y IByX JI€BOUEK HabItoAaeTcst Mo3auu3M 1no DXZ1, uro noaTBepxaaeT
HAJINYME KIETOK ¢ 01HOM X-XpoMocoMoi. Bmecte ¢ 3TuM, Halmyne My>kKcKkoro kapuoruna (46,XY)
wi Tpucomuu o X-xpomocome (47,XXX) tpeOyeT AONOIHUTEIHHOTO BHMMAHUS, TaK KaK 3TO
MO>KET BIUATH Ha KIMHUYECKUE TPOSIBICHUSI U JIEUCHUE.

B Tabnuue 3 noka3aHbl KIMHUYECKHE NPU3HAKH Y JIeBoueKk ¢ cuHapomMoMm lllepemeBckoro-
TepHepa, pa3ienéHHBIX HA TPYIIY C ONPEACICHHBIM COOTHOIIeHHeM Mo3aunu3ma (10%/90% -
0/100%). B rtabnuie mpeacraBicHbl aOCOMOTHBIE uncia (abc.) u mporeHTsl (%) MalueHToK, Y
KOTOPBIX HAOJIOAAI0TCS T€ WIM UHBIE PU3HAKY.
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Tab6anna 3
BbIpakeHHOCTH KIMHUYECKHUX NPOABJIeHUN y nanuenToB cuHapomom lllepemesckoro-
Tepuepa ¢ mozannusmom no DXZ1

10%/90% - 0/100% (n=6)
IIpu3Haku abc % IIpuzHaku abc %
Jlumparudeckue - - YnonieHHas - -
OTEKHU NIEPEHOCHUIIA
- - OMNUKAaHT 1 16,
Opaxunedanus 7
KopoTkas mes 1 16, JITUHHBINA 2 33,
7 bunbTp 3
Hu3skuii ypoBeHb 3 50 Bricokoe Hebo 1 16,
pocTa BOJIOC 7
HEBYCHI 2 33, AmeHopes 4 66,
3 7
[upoxkast rpyaHas 4 66, Ckynnoe 1 16,
KJIETKa 7 BTOPUYHOE 7
OBOJIOCEHHE
Hu3zknii poct 5 83, bpaxunaktunm - -
3 s
CockoBblii 4 66, Hedopmarus 1 16,
TUIEPTEIOPU3M 7 CKeleTa 7
Hedopmarus 2 33, 3peHue - -
BEPXHUX U HIKHHUX 3 CHMIKEHO
KOHEYHOCTEHN
I'unepmoOUIBLHOCT 2 33, CIIyX CHUXEH - -
b CyCTaBOB 3
['na3noit 1 16, CHuxenue - -
THIIEPTEIOPU3M 7 MHTEJUIEKTa

CornacHo TOJY4YEHHBIM JaHHBIM, Y JI€BOYEK B 3TOH IpymIe  COOTHOLIEHHE KIETOK C
kaproTunom 45,X (oTcyTcTBre 0aHOM X-XxpoMocombl) U 46,XX (HOpMaJIbHBINA KEHCKHIM KapUOTHUIT)
Bapbupyercst ot 10/90 (10 % wnerok ¢ kapuorunom 45,X u 90 % xinerok ¢ kapuorunom 46,XX)
1o 0/100 (Bce KJIETKH UMEIOT HOPMabHBIN KaproThl 46, XX (0TCYyTCTBHE MO3aHLIU3Ma).

HaunOonee vacTeiMM NpU3HAKaMU B JAaHHOW rpymnne OOJNBHBIX OBLIM BBISBICHBI TaKue
KJIMHUYECKHE TPU3HAKU 3a00JIeBaHUs, KAK HU3KUN POCT, KOTOPbIi Habmoxancs y 83,3 % nesouek (5
u3 6). DTO OIMH U3 KIIIOYEBBIX cCUMNITOMOB cuHpoma IllepemeBckoro-Tepaepa. O1uHAKOBO 4acTo
y 66,7 % neBouek (4 u3 6) HabmOAaIaCh aMEHOPEs, CBA3aHHAS C HApyIIEHUEM (PYHKIIMH SUYHUKOB;
IIMpOKasi TpyAHasl KIEeTKa, COCKOBbIM rumeptenopusM. Y 50 % neBouek (3 u3 6) OblI BBISBICH
HU3KUH YPOBEHb pOCTa BOJOC, MEHee 4acTto ompeaensumch y 33,3 % neBouek (2 u3 6) HEBYCHI,
nedopMarus BEpXHUX M HIDKHUX KOHEYHOCTEH, TMIepMOOMIBHOCTh CYyCTaBOB, JUIMHHBIA (DUIBTP.
OpunakoBa penko y 16,7 % neBouek (1 u3 6) ObUIM BBISBJICHBI CIEIYIOMINE MPU3HAKH: KOPOTKas
mies, IJIa3HOM TUIEepPTEeNIOpU3M, OSIMKAHT, BBICOKOE HE0O, CKyJHOE BTOPHYHOE OBOJIOCEHUE,
nedopmarus ckenera.

VY naHHOM TpyMNIbl MALMEHTOB OTCYTCTBOBAIN TAaKWE XapaKTEpHbIC MPU3HAKHU Ul OOJBHBIX C
curapomoM lllepemeBckoro-TepHepa, kak nuMpaTHUECKUe OTEKH, Opaxuiedanus, yIulomeHHas
nepeHocuIa, OpaxuIakTHINS, CHUKCHHUE 3PEHNUs], CHUKCHUE CITyXa, CHI)KEHUE UHTEIJIeKTA.

Takum oOpa3zom, Haubosiee YacTHIMU MPU3HAKAMHU B ATOHM TPYIIE SBIAIOTCS HU3KUH POCT U
aMeHopes1, YTO COOTBETCTBYET TUIIMYHBIM MposiBIeHusM cuHapoMa lllepemeBckoro-TepHepa, Takxke
BCTPEYAIOTCS YacTO XapaKTEpHbIE JJIs JAaHHOI'O CHHAPOMA IIMPOKas IpyAHas KIETKa U COCKOBBIH
TUNEPTETIOPU3M, pelIKue TNPU3HAKU (HalpuMep, KOpOTKas IMiesl, TIJIA3HOW THIEePTEIOPH3M)
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HaOJI01al0TCSl Y MEHBIIMHCTBA MAIIMEHTOK a OTCYTCTBUE TUM(PATUUECKUX OTEKOB, Opaxuiedaiuu 1
JPYTUX MPU3HAKOB MOXKET OBITh CBA3aHO C HU3KOM cTeneHbio Mo3anuuima (10%/90% - 0/100%), uto
CMSATr4aeT KJIMHUYECKHUE MTPOSIBJICHUS.

Hamu npoBeneH aHanus pe3ysbTaTOB IEHETUYECKON AuarHocTHky Jiokyca DXZ1 u DYZ3 ¢
ucnoib3oBanueM Merona FISH (dayopecnentnas in situ rubpuansanus) MayeHTOB CHHAPOMOM
[llepemeBckoro-TepHepa €O  CTPYKTYPHBIMH  AaHOMAJIHSAMH  X-XpOMOCOMBI  (mesenms,
H30XPOMOCOMbI, MAapPKEPHbIE).

B Tabnune 5 uadopmarms o geBoukax ¢ cuaapomom lllepemeBckoro-TepHepa, y KOTOPhIX
MOKa3aHbl pe3yJIbTaThl FTeHETHYECKOro aHan3a jokyca DXZ1 u DY Z3, koTopblil HCcHoab3yeTcs IS
MOJTBEPKACHUS HAIUYUS UM OTCYTCTBUS X-XpoMOCOMbl. OcOOEHHOCTh 3TOM TaONHUIBI B TOM, YTO
y HEKOTOPBIX MAaI[MEHTOK HaOI0JAaI0TCs CTPYKTYPHbIE aHOMAJIMHU X-XPOMOCOMBI, & HE TOJBKO
KJ1accuueckas MoHocoMus (45, X).

Tabamna S
FISH mnarnocruka nanueHToB cuHapomoM Illepemesckoro-Tepuepa co
CTPYKTYPHBIMH AaHOMAJIMSIMH

Ne o.1. KAPHOTHII FISH
1 II.M 46,XX del(X) DXZ1-2 KOHI/I;;O BO Bcex kierkax 100
46,XX,del(X)(q25 DXZ1 - 2 xonuu Bo Bcex kierkax 100
2 K.C. ) %
3 AC 46,XX,i(X)(q10) DXZ1-2 KOHI/I;OBO Bcex kierkax 100
_ 0
4 EM. 46,X+mar DXZ1 - 1 xonus B 20% xnerok, DYZ3
— 1 ko B 80% KIIETOK
DXZ1 - 2 konuu Bo Beex kinerkax 100
5 A.T. 46,XX,del(X) %

JlarHyt0 TpyIny o0CiIeIOBaHHBIX COCTABUIIHU 5 IEBOYEK, B TAONMUIIE 5 yKa3aH KAPUOTHUIT KaXKIOH

JI€BOYKH, KOTOPBIM MOXKET BKJIIOUATH:

o 46,XX,del(X): HopmanbHoe konuuecTBO XpomMocoM (46), HO ¢ aenenueit (yaaaeHuem) qyactu X-
XPOMOCOMBI.

o 46,XX,del(X)(q25): Jeneuus Ha amuHHOM 1iede (q) X-XpoMOCOMBI B peruoHe q25.

o 46,XX,1(X)(q10): U3oxpomocoma X, oOpa3oBaHHas 3a CU€T MYMIUKAIUMU JUTHHHOTO TUieda (q) u
MOTEpH KOPOTKOTo Tuieya (p).

e 46,X+mar: Hannune MapkepHOH XpOMOCOMBI (HEM3BECTHOTO IPOMCXOXKICHUSA) BMECTE C
kapuotunom 45,X.

o 46,XY/45,X: Mo3auiu3M ¢ HaJIUYHEM KICTOK C MYKCKAM KapuoTuroMm (46,XY) U KIETOK C
MoHocomuen X (45,X).

ITpoBenennslii ananus pesynsraroB FISH (DXZ1 m DYZ3) nokazan nHamuuume y HuX DXZI,
crnenn(UIeckoro peruoHa Ha X-XpoMOCOMe, KOTOPbIH HCIIONIb3yeTCs I aHaau3a HATU4Us UK
OTCYTCTBUSI X-XpPOMOCOMBI C YKa3aHUEM JIaHHBIX O KOJIMYECTBE KOIHI 3TOr0 peruoHa:

e 2 xonuu Bo Bcex kierkax 100 %: Bo Bcex kierkax npucyTcTBYROT Ae konuu DXZI1, uro
yKa3bIBaeT Ha HAJTMYHE JBYX X-XPOMOCOM.

VY OGonbiiMHCTBa JeBoyek (cTpoku 1, 2, 3, 5) HaOmoAar0TCA CTPYKTYpHbIE aHOMalIMM X-

XPOMOCOMBI:

o Henenus (del(X)): Ynanenue wactu X-XxpoMocoMsl (cTpoku 1, 2, 5).

o Nzoxpomocoma (i(X)(ql10)): X-xpomMocoma ¢ IymiauKanuend UIMHHOTO Ijleda W TMoTepeit

KOPOTKOTO Tuieya (cTpoka 3).
JlaHHBIE aHOMAJMK MOTYT MPUBOAUTH K KIMHHUYECKUM MposiBiIeHUsM cuHapoma lllepemieBckoro-

TepHuepa, naxke Mpu HATUYUU ABYX X-XPOMOCOM.
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. MapkepHass xpomocoMa (cTpoka 4) — 53To HeOonbIIas XpOMOCOMa HEU3BECTHOTO
IIPOUCXOXKICHUS, KOTOpas MOXET CoJepKaTh reHernueckuii Marepuan. K npumepy, y b.M.
oOHapy>keHa MapKepHas XpoMocoma (mar) BMecTe ¢ Mo3auusMom 46,XY/45,X.

Urax, pesynsratsl FISH (DXZ1) moka3siBaroT, 4To y Bcex AeBOYEK (KpoMe CTpOoKU 4) BO BCeX
KIeTkax obHapyxeHsl 1Be komuu DXZ1 (100 %). 9To yka3pIBaeT Ha HaTU4HE JIBYX X-XpOMOCOM B
kiaerkax. Y B.M. (crpoka 4) pesyabrarsl FISH nokazanu, yTo B OOJBIIMHCTBE KJIETOK €CTh KOITUU
(DYZ3) Y xpomocombl — 80%, Tak kKak y He€ HaONIOAaeTCs MO3aWLU3M C YYacTHeM Y-
XpOMOCOMBI. Y He€ HaOdromaeTcs MO3aWLU3M C y4acTHeM MYKcKoro kapuoruna (46,XY) u
MoHocoMuH X (45,X). D10 peakuii ciryyail, KOTOPbIH TpeOyeT JONOTHUTEIHLHOIO BHUMAHUS, TaK KaK
HaJIM4YKe Y-XpOMOCOMBI MOXKET BIMATH Ha KIIMHUUYECKHE MTPOSBICHUS U JICUCHUE.

Knunnyeckue npusHaku y neBodek ¢ cuaapomoM llepemesckoro-TepHepa, pa3aesnéHHbIX Ha
TpyIny C omnpenenéHHbIM cooTHouieHneM Mosaunusma (20/80 - 0/100) mokassiBaroT, 4To Yy
MAIMEeHTOK, Y KOTopbiX BbisBisgercs 20/80 - 0/100 (n=5), ykabIBaeT Ha TO, YTO Yy JAEBOYEK B 3TOM
IpynIe COOTHOLIEHHE KJIETOK ¢ KapuoTurom 45,X (oTcyTcTBUE  OAHOM  X-XpOMOCOMBI)
u 46,XX (HopManbHbIH sxeHCckui kKapuotun) Bapbupyercs ot 20/80 mo 0/100, To ects 20/80, roBopuT
o ToM, uto 20 % Kierok ¢ kapuotunom 45,X u 80 % kierok ¢ kapuotunom 46,XX; 0/100- o Tom,
YTO BCE KJIETKU MMEIOT HOpMaJbHbIN kapuoTun 46,XX (oTCyTCTBHE MO3auliu3Ma). B cBs3u ¢ uem,
aHaJIM3 KIMHUYECKUX NPOSIBICHUM B JTaHHON TIpynie MO3BOJWI BBIABUTH HauOojiee 4YacThle
MIPU3HAKHU:

e  Huskuit poct, koTopsiit Habmogaetrcst y 100 % meBouek (5 u3 5). 3T0 OOMH U3 KIIOYEBBIX
cumnToMoB cunapoma lllepemesckoro-TepHepa.

e  AmeHopes, koTopas Habmogaercs y 100 % neBouek (5 u3 5). DTo CBsA3aHO C HApyLICHUEM
(GYHKINU SUYHUKOB.

e Huskuil ypoBeHb pocTa BOJOC U CKYyJHOE BTOPHUYHOE OBOJIOCEHHUE, NMPHU3HAKU, KOTOPbHIE
Habmonatorcs y 60 % neBouek (3 u3 5)

Tonsko y 20% neBoyek HaOMIOAAINCh TakUe XapaKTepHble NPU3HAKU JUIS CHHIpOMa
[epemmeckoro TepHepa, Kak KOpPOTKas Iues, HEBYCHI, Ae()OpPMUPOBAHHBIC YIIHBIE PAKOBHHBI,
IIMpOKass TpyJdHas KJIETKA, COCKOBBIM THUIEPTENIOpU3M, JedopManus BEpXHUX U HIDKHUX
KOHEYHOCTEH, TJIa3HON TrunepresiopusM, AIUHHBIM QUIbTp. Y JaHHOM Tpynmnbl HalMeHTOB
OTCYTCTBOBAJIM TaKHE XapaKTEepHble NpPU3HAKU I O0nbHBIX ¢ cuHApoMoM lllepemeBckoro-
Tepnepa, kak nuMdaTudeckue OTeKu, Opaxuedanus, yaomeHHas ePeHOCHIIa, SITUKAHT, BEICOKOE
He0o, OpaxumakTuius, neopmainusi CKelleTa, CHIDKEHUE 3PEHHUs, CHIKCHHME CIIyXa, CHIKCHHE
MHTEJUIEKTa, THIEePMOOMIBHOCTh CYCTaBOB.

Takum o00Opa3oMm, MpOBEAECHHBIE MCCIEIOBAHUSA TOKA3bIBAIOT, 4YTO HU3KUH pOCT H
aMeHopes ABJISAI0TCA HauboJiee YacThIMU MTPU3HAKAMU B 3TOU IPYIIIE, YTO COOTBETCTBYET TUITMUHBIM
nposBieHussM cuHapoma IllepemeBckoro-TepHepa, HU3KUH ypOBEHb pPOCTa BOJOC M CKYIHOE
BTOPUYHOE OBOJIOCEHHUE TAK)KE BCTPEYAIOTCS 4acTO, YTO XapaKTEpHO IS JAaHHOIO CHHIPOMA, y
MEHBIIMHCTBA MAIMEHTOK HAOMIONAIOTCS KOPOTKas Ies, HEeBYCHI, Ae()OpPMUPOBAHHBIC YIIHBIE
pakoBHUHBI. OTCYTCTBHE TUM(PATUIECKUX OTEKOB, Opaxuiiedanuu U Apyrux NPU3HAKOB MOXKET OBITH
CBSI3aHO C HU3KOH cTenenbio Mo3auiiuizma (20/80 - 0/100), uto cMsaryaeT KIMHUYECKUE TTPOSIBICHHMSL.

Hamun npoBeneHbl nccieoBaHus, KOTOPbIE MO3BOJIMIM OLEHUTH BIMSHUE MO3auLiU3Ma U
CTPYKTYPHBIX aHOMalui X-XpOMOCOMBI Ha KJIMHUYECKHUE NposiBiieHus cuHapoma lllepemesckoro-
Tepnepa, koTopsie BbIsBICHBI Y 18 00cieI0BaHHBIX HaMU OOJIBHBIX, KOTOPBIM ObliIa MPOBEJCHA
MOJTBEpXKAAIoIIasi JUarHOCTUKAa ¢ ucnoib3oBaHueMm Merona FISH (dayopecuenthnas in situ
ruOpuau3aIys), Iie ykazaHbl KApUOTHIIBI U pe3yIbTaThl aHanu3a Jiokyca DXZ1 u DY Z3, xoropsrit
UCTIOJIb3YETCs ISl TOATBEPKACHUS HATMYUS WM OTCYTCTBHS X MO0 Y -XpOMOCOMBI.

[TpoBeneHHBIN CpaBHUTENbHBIN aHAIM3 MOJTYYEHHBIX JAHHBIX MOKa3all, YTO y OOJBIIMHCTBA
JIeBOYEK HaOII0aeTCsl MO3aMIIM3M, TO €CTh HAJIMYKE KJIETOK C pa3HBIMU KapUOTHUIIAMHU:

1. 45,X/46,XX: V neBouek ¢ TaKUM KapUOTHUIIOM YacTh KIETOK UMeET OAHy X-Xpomocomy (45,X0),
a yacth — JBe X-XxpomocoMmsbl (46,XX).
2. 45,X/47,XXX: YV HEKOTOPBIX JEBOYEK YaCTh KJIETOK UMeET TpU X-XpoMocoMbl (47,XXX).
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3. 45,X/46,X+mar: Y HEKOTOphIX [J€BOYEK YacTh KJIETOK MMEET MAapKEepHYI0 XpOMOCOMY

(HEU3BECTHOTO MPOUCXOKICHHUS ).

Bmecte ¢ 3TMM, JaHHBIE TAKKe MOKA3BIBAIOT U CTPYKTYPHbIE AHOMAJINH X-XPOMOCOMBI,

TaKHe KakK:

o [enenus (del(X)): Yaanenue yactu X-XpOMOCOMBI.

o HM3oxpomocoma (i(X)(ql10)): X-xpomocoma ¢ aymuMKanuend MJIMHHOIO IUleda M MOTepeu
KOPOTKOTO IjIeya.

o KoasueBas xpomocoma (r(X)): X-xpomocoma, 3aMKHYTasi B KOJIbIIO.

CornacHo pesyabratam FISH (DXZ1) y OonbmiMHCTBA JEBOYEK BO BCeX KJETKaxX
ooHapy:xeHblI ABe kKomuu DXZ1 (100 %). D10 yka3bIBaeT Ha HATHUYKE IBYX X-XpOMOCOM B KJIETKaX.

Y wHekoTopelx neBouek (Hampumep, b.H., T.P., MM. C.T., XM, AA., LLN)
HabmroaeTcst Mmo3aunusm no DXZ1, To ecte 1 KonmMs - MPOIEHT KIETOK ¢ oJHON Konued DXZ1
(oTcyTcTBHE OJJHOM X-XPOMOCOMBI) M 2 KOMMHM - MPOIICHT KJIETOK ¢ ABYyMsI konusimu DXZ 1 (nanuune
IBYX X-XpOMOCOM).

AHaJIH3 NOJYYEeHHBIX JAHHBIX HEKOTOPBIX /IeBOYeK M03BOJINI BbISIBUTH, UT0, K IPUMePY,
y 6oabHoii M./I. HaGmogaeTcss MO3auIM3M C ydacTHeM Myskckoro kapuotuna DYZ3 (46,XY). Oto
penKuii ciydaid, KOTOpbIA TpeOyeT JOMONHUTEIHPHOIO BHUMAHUS, TaK KaK HaJludue Y-XpPOMOCOMBI
MOJKET BJIHATH Ha KJIMHUYECKUE TposiBIeHUs U ieueHue; y manuentku C.Jl. HabmogaeTcs ClIoKHBIH
MO3aMIM3M C y4YaCTHEM H30XpPOMOCOMBI M TpucoMuu mno X-xpomocome; y C.T. naGmogaercs
KosbIleBast X-xpomocoMma (r(X)), 94To SBISETCS PEAKO aHOMATHEH.

Takum o0Opa3oM, MOITy4YEHHBIC PE3yIbTAThl MOKA3BIBAIOT, YTO MO3AMIHM3M H CTPYKTYPHbIE
aHoMaanu  X-XpPOMOCOMBI SIBJISIFOTC ~ YacThIMM ~ HAaXOAKaMU y JEBOYEK C  CHHJIPOMOM
[Iepemesckoro-Tepuepa. Bmecte ¢ atum, pesyabrarbl FISH (DXZ1) noaTrBepKaa0T HalU4Yue
IBYX X-XpOMOCOM Yy OONBIIMHCTBA MAIIMEHTOK, YTO MOXXET OOBSICHATh MEHEE BBIPAKCHHBIC
CUMITOMBI Y HEKOTOPBIX JEBOYEK, a HaTN4Ke peaAKuX ciay4daeB DY Z3 (nanpumep, mo3aunusm c Y-
XPOMOCOMOM, KOJbLIEBas XPOMOCOMA) TPeOyIOT JOMOJHUTEILHOTO TI'€HETHYECKOTO aHajau3a M
BHUMAaHUSI.

Tabumna 6
FISH nuarnocTuka naumeHToB cuHapomoM lllepemesckoro-Tepuepa co
CTPYKTYPHBIMH AHOMAJIUSIMU

0/100/20/80 (n=12)
IIpuzHaku abe. | % [IpuzHaku adc. %
JlumpaTtudeckue oTexu - - YnonieHHas - -
NepPEeHOCHUIIa
Bbpaxunedanus 1 8,3 OMNUKAHT - -
- - JITUHHBINA 2 16,7
Koportkas mes
bunbTp
Huskuii ypoBeHb pocta Bosioc | 3 25,0 Bricokoe Hebo - -
Hesychl 1 8,3 AmeHopes 3 25,0
JleopMupoBaHHbIE YIIHbIE 1 8,3 CkynHoe 6 50,0
PaKOBHHBI BTOPUYHOE
OBOJIOCEHHE
[IIupokast rpyiHas KieTKa 2 16,7 bpaxunakrunms - -
Huzkuit poct 9 75,0 Hedopmarus - -
CKeJleTa
CoCKOBBIN TUIIEPTENOPU3M 1 8,3 3peHue - -
CHIIKEHO
Hedopmarus BepXHUX U 2 16,7 CIIyX CHUXEH - -
HIDKHUX KOHEUHOCTEH
['unepmMoOUIBLHOCTH CycTaBoB | 1 8,3 CHuxenue - -
MHTEJUIEKTa
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['ma3noii runeprenopuzm 1 8,3 CroHTaHHOE 11 91,7
pa3BHUTHE TPYAH
5-40/95-40 (n=6)
IIpu3Haku abe. | % IIpuzHaku adc. %
JlumpaTtudeckue oTexu 1 16,7 Vtomennas 2 33,3
MIEPEHOCHUIIA
Bbpaxunedanus 2 33,3 OMUKAHT 2 33,3
3 50,0 JITUHHBINA 2 33,3
Koportkas mes
bunbTp
Huskwuit ypoBenb pocta Bosioc | 5 83,3 Bricokoe Hebo 3 50,0
Hesychl 2 33,3 AmeHopes 4 66,7
JleopMupoBaHHbIE YIIHBIE 4 66,7 CkynHoe 5 83,3
PaKOBUHBI BTOPUYHOE
OBOJIOCEHHE
[[lupoxkas rpyHas KieTka 4 66,7 bpaxunaktunus 1 16,7
Hu3zknii poct 4 66,7 Hedopmarus 4 66,7
CKenera
CoCKOBBIN TUIIEPTENOPU3M 4 66,7 3peHue - -
CHIDKEHO
Hedopmarus BEpXHUX U 2 33,3 CIIyX CHUXEH - -
HUKHUX KOHEYHOCTEHN
['unepMoOUIBLHOCTH CYyCTaBOB | 2 33,3 CHuxenue - -
WHTEJJIEKTa
I'mazHol runeprenopusm 2 33,3 CrionTanHoe - -
pa3BHUTHE TPYAH

CpaBHMTENbHBIM  aHaMU3  KIMHUYECKUX  MPOSBICHUN  MALMEHTOB C  CHUHJIPOMOM
[eperesckoro-Tepuepa orpaxkeHsl B Tabauie 5.8. JlanHas Tabnuia npeacTaBisieT coboil CBOAKY
KJIMHUYECKUX TPU3HAKOB, HAOMIONAaeMbIX Yy JABYX TIpYNI MAalMEHTOB, HUMEIOIIHUE CBOHU
xapakTepuctuku, o0o3HaueHHbie kak 0/100/20/80 (n=12) u 5-40/95-40 (n=6).

CpaBHMTENbHBIM  aHaMU3  KIMHUYECKUX  IPOSBICHUN  MALMEHTOB C  CHHJIPOMOM
[epemeBckoro-Tepuepa B rpymrie 6onbHbIX ¢ 0/100/20/80 (n=12) moka3zas, 4to Hanbdoyiee YaCThIMU
NpU3HAKaMH OBUTM BBISBICHBI HU3KHU pocT (9 ciyuaeB, 75%), cmoHTaHHOe pasButue rpyau (11
ciydaeB, 91.67%), ckyiHoe BTOpu4YHOE OBosIoceHue (6 ciydaes, 50%), amenopes (3 ciydas, 25%),
HU3KHUHA ypoBeHb pocTa Bousoc (3 cimyuyas, 25%). HekoTopsle npu3Haku, Takue Kak JUMQaTudeckue
OTEKH, YIUIOIIEHHAs MEPEHOCHUIIA, SIUKAHT, BBICOKOE Hebo, OpaxuIakTHIus, fepopmanus
CKeJIeTa, CHI)KEHUE 3PEHUsl, CHIKCHUE CIIyXa M CHIDKEHUE HMHTEIJICKTa, He HaOJrofanuch B 3TOU
rpymnre.

Bo Bropo#i rpynme (5-40/95-40, n=6) nauOojee YacTbIMH TNpPU3HAKAMU OBLIM BBISBIICHBI
HU3KUI ypoBeHb pocTa Bojoc Ha miee (5 ciydaes, 83.33%), ckynHOe BTOpUYHOE OBoJOceHHUe (5
ciyuaeB, 83.33%), nedopMHpOBaHHBIE YIIHBIE pakoBHHBHI (4 cityuas, 66.67%), mupokas rpyaHas
Kietka (4 ciydas, 66.67%), Huzkuii poct (4 ciyyas, 66.67%), COCKOBBIN runepTesopusm (4 ciyyas,
66.67%), nepopmarus ckenera (4 cnydas, 66.67%), ameHopes (4 ciydas, 66.67%). Takue npuzHaKH,
KaK CHIDKEHUE 3peHMs, CHIDKEHHE CITyXa, CHIDKEHHE MHTEJUIEKTa U CIOHTAaHHOE Pa3BUTHE IPYAU HE
HaOJI01aIHMCh B 9TOM TpyIIIE.

Takum ob6pa3oM, B o0eux rpymmax HaOIIOAAIOTCS CXOXKHE MPU3HAKM, TaKhe KaK HU3KHM
POCT, CKyZHOE BTOPUYHOE OBOJIOCEHUE U aMEHOpes, HO X 4acTOTa BapbUPYETCs, TO €CTh B NMEPBOM
rpymIe CIOHTaHHOE pa3BUTHE TPyAM BcTpedaercss oueHb 4yacTo (91.67%), Torma kak BO BTOpOM
Ipynie 3TOT MPHU3HAK OTCYTCTBYET; BO BTOPOHM TpyIe dYaile BCTPEYAIOTCS TaKue IMpHU3HAKH,
Kak JieopMHUpOBaHHbIE YIIHBIE PAKOBHHBI, IMPOKas TpyaHas KIETKa U JeopmMaiiusi CKeleTa.
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Hekotopsle mpu3Haky, Takue Kak CHI)KEHHME WHTEIIEKTa, CHIDKEHHE CIyXa U CHUKEHUE 3pEHUs,
OTCYTCTBYIOT B 00€HX TpYIINax.

Takum o00pa3zom, B TEpCHNEKTHBE [AaHHOE HCCIENIOBAHUE AAaeT BO3MOXHOCTh BHEIpPEHUE
XPOMOCOMHBIX MHUKPOMATpHII Kak MeToJa TepBOTO BbIOOpa, pa3palbOTKy maHened Jyis
MIPOTHO3UPOBAHUS OTBETA HA TEPAMUIO, CO3/IaHNE PETUCTPOB MAIIMEHTOB ¢ peakuMu popmamu LT

[IpoBeneHHoe uccienoBaHHE MOATBEPAUIO BBICOKYIO JMArHOCTHYECKYIO HeHHocTh FISH-
MeToJa B BEIEHHMM TNAUUMEHTOK ¢ cuHapomoM IllepemeBckoro-TepHepa, mnoauepKuBas
HEO0OXOMMOCTD €ro IMIMPOKOTO BHEAPEHUS B KIIMHUYECKYIO MPAKTUKY.

BuiBOABI:

1. FISH-muarnoctuka sBIseTcs 00sA3aTEIbHBIM KOMIIOHEHTOM OOCJICAOBAHUS IAIMECHTOK C
nogo3penrieM Ha cunapoMm lllepemieBckoro-TepHepa, KOTOPBIA MO3BOJISET BBISIBISATH MO3AaULIU3M
HU3KOTO YPOBHS, JAUAarHOCTUPOBATH CTPYKTYpHBIE aHOMAlIUU X-XPOMOCOMBI, OOHapy»uBath Y-
XPOMOCOMHBII MaTepuan

2. Pesynbrarel FISH uMeroT BaxkHOE KIMHUYECKOE 3HAYEHUE M IMO3BOJIAIOT MPOTHO3UPOBATH
TSOKECTh 3a00NIeBaHUs, BIUSIOT HA TEPANEBTUUYECKYIO TAKTUKYy U OMPEAEINSIOT HEOOXOIUMOCTh
XUPYPrU4e€CKOro BMEIIATEIbCTBA

3. Ontumaneueii  anroput™m  guarHoctuku T momken  BKIOYaTh:  MEPBUYHOE
kapuotunuposanue, FISH-aHanu3 npu aTUNMYHOW KIMHMYECKOM KapTHHE, IOJO3PEHUU Ha
MO3aMIM3M, HAJIMYUU MApPKEPHBIX XPOMOCOM, MOJIEKYJSIPHO-T€HETUYECKOE TECTUpOBaHUWE Ha Y-
crenupUIHbIE TOCTIEI0BATEIHLHOCTH
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