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OEHOTHUIITYHI OCOBJIUBOCTI I HIUTOI'EHETUYHA
XAPAKTEPUCTHUKA CUHAPOMY HIEPEHIEBCBKOI'O-TEPHEPA

M.B. J/Ionuu

XapKiBChKHU AepKaBHUIN MeINYHHUI yHIBEepCUTET, Y KpaiHa

PE3IOME

[IpoBeneno awnamis
cyononynsiii. Ilpu mpoBenenHi

BapiaHTiB Kapiotury cuHiapomy llepemeBcbkoro-Tepuepa B XapKiBChbKHH
MOPIBHSJIBHOI OI[IHKM OCOOJMBOCTEH (DEHOTHIY >KIHOK 3 PperyJsipHOi

¢dopmoro MoHOcOoMii X, 31 CTPYKTYpHAMH aHOMATisIMH X-XpOMOCOMH Ta MO3aiyHOi (OpMHU 3 HASBHICTIO
HOPMAaJIBHOTO KJIOHY KIIITHH 46,XX BUSBIICHO, 1[0 HaWMEHII HarpyXeHa MaToJNOTiYHUMHU O3HAKaMHU TPETS
rpyna >kiHOK (Mo3aiyHi ()OpMH 3 HASBHICTIO HOPMAJIBFHOTO KJIOHY KIIITHH), II0 MO)KHAa MOSICHUTH THM, IO
MIPUCYTHICTh HOPMAJIbHUX KIIITHH YaCTKOBO KOMIIEHCYE T€HETHYHHHI aucOanaHc., ajge IpsIMOro 3B S3KYy MiX
CHiBBi/IHOIIEHHSM HOPMAaJILHOTO Ta MAaTOJIOTIYHOI'O KIIOHIB ISl POTHO3Y BaYKKOCTI 3aXBOPIOBAHHS HEMAE.

KJIIO90BI CJIOBA: cunppom llepemesckoro-TepHepa, ¢eHoTun, peryispHa ¢gopmMa XpoOMOCOMHOI

MaToJIOTi1, MO3ailU3M

XpOMOCOMHI  3aXBOPIOBaHHs — BEJHKa
rpymna IpUPOIKEHUX CHAJAKOBHX 3aXBOPIOBAHb,
SIKI BAHHKAIOTh B PE3yJIbTaTi XpOMOCOMHUX 200
TCHOMHUX MYTalIlil.

Yacrota XpOMOCOMHHX aHOMAJ CcKJaxae
cymapHo mnpubiam3Ho 1 Bumagok Ha 170
HOBOHAPO/KEHUX. DBUIBII HIX IOJIOBHHA IUX
aHOMaJliil OB’ sA3aHa 3 TOPYLIEHHSMH CTaTEBUX

XPOMOCOM.
Cunapom  IlepemeBcokoro-Tepuepa  —
XpOMOCOMHA TaTOJIOTiA, IO TOB'A3aHa 3

MOHOcoMi€er X-xpomocomu (60-70%) abo 3 ii
CTPYKTYPHUMH aHOMAJTISIMU (BapiaHTH
Mo3ailu3My, Jerenii KOpOoTKoro abo JOBroro
ieda X-Xpo-MOCOMH, i30XpOMOCOMH, KOJIbIIEBI
xpomocomu (30-40%)).

Cungpom  llepemeBcekoro-Tepuepa  —
€MHa ¢dopma MOHOCOMi{ cepen
kuBOHapokeHnXx Cepell  HOBOHAPOIKEHUX

JIBUATOK 3yCTpidaeThes 3 yactoToro 1:2000 —
1:5000 [2].

Brepmie cuaapom MoHocomii mo X-xpo-
MOCOMi SIK OKpEMOi HO30JOTi4HOi (opmu OyB
onucanuil pociiicekum BueHuM M.O. Ilepe-
mIeBCbkuM y 1925 pori. 3a KOpAOHOM CHHAPOM
oy onrcanuii I'. Teprepom y 1938 pori.

Cunnpom XapaKTEPU3YETHCS
BapiaOeNbHICTIO  KIIHIYHUX  MOpPOsIBiB, IO
3aTPyJHSIE TOYHY 1 CBOEYACHY JiarHOCTUKY. B
OCTaHHI POKH  3’S-BUJIMCh  MOJIEKYISIPHO-
IIUTOTCHETUYHI ~ METOJIW, SAKI  TMOIIUPHIN
MOMKJIMBOCTI  JUIsL  TIOSICHEHHS  KJIIHIYHOI'O
noyiiMopisMy  IBOTO  CHHIPOMY  3aBISKH
TCHETUYHUM KapTaM CTaTeBUX XpOMOcoM. B
JmiTepaTypi € JaHHI O JoKaji3amii JOKyCiB, 10
JETepMiHYIOTh TEPHEPOBCHKHH (eHOTHI, B
obmacti  Xcenpil (KpuTHUYHMIA perioH 1o
JaHHOMY cuHApoMmy) [1,2,4].

Kuniniuno cunmpom IllepemeBcbkoro-Tep-
Hepa MPOSIBIIIETHCS THITOTOHAI3MOM,
HEJIOPO3BHHYTICTIO ~ CTaTEBHX  OpraHiB  Ta
BTOPHHHUX CTaTE€BUX O3HAK, HU3BKUM 3POCTOM,
MPUPOIKEHUMH BaJlaMU PO3BHTKY,

MOPYIICHHSIMH 31  CTOPOHU  CHJIOKPHHHOI
CUCTEMU (HemoCTaTHICTD €CTPOI'CHIB,
MiABHIICHUH piBeHb runodizapHux
TFOHAJOTPONMHIB, JUCPYHKINS  IUTOBUIHOI

3aJ1034, IyKpoBuii niader) [1,2,3,4]. Mo3aiiusm
45,X/46,XY (2-5% Bim 3aranbpHOI KUIBKOCTI
xBopux 3 cuHapomoM Illepemerchroro-Tep-
HEpa) XapaKTEPU3YEThCS IMPOKUM Jialla30HOM
KIIHIYHAX O3HAK (Bin THUIIOBOT'O
TEPHEPOBCHKOT0 (DEHOTUITY JIO HOPMAJILHOTO
YOJIOBIYOr0) B 3aJIKHOCTI BiJl CITIBBIIHOIICHHS
KIITUHHUX KJIOHIB.

Mera poboTu: CHIiBCTAaBIECHHS CIEKTPY
KIIHIYHUX ~ O0COOJMBOCTEH 3  BapiaHTaMH
Kapioturty mnpu cuHapomi lllepemeBcbroro-
Tepuepa.

PoGora BHKOHaHa BIANOBIIHO 0 IUTAHY
HayKOBO-JIOCTIHUX POOIT Kadenpu MeIuIHOI

TeHETUKU XI'MY “Po3pobka HOBHX
HamiBcenuQiyHIX METOJIiB MepPBUHHOT
NpoQiakTUKH MPHPOPKEHOI Ta  CHaJKOBOI
natomorii  (Ne  gmepkaBHOiI  peecTparii
01.02.U001873).

MATEPIAJIA I METOAUN

Byno obcrexeno 132 XxBopux 3 CHHAPOMOM
[lepemerchkoro-Tepuepa, siki Oyiau po3aiieHi
Ha 3 rpynu. Hdo mepmoi rpynm yBidmwio 45
XBOPHUX 3 MOHOCOMi€r X, 110 Ipyroi — 9 XxBopux
31 CTPYKTYpPHUMH aHOMAaJSIMH X-XPOMOCOMH
(mos 45,X/46,X+mar (derX); mos 45,X/46,X+r
(X); 46,X, del (X); 46,X, i (X); mos 45,X/46,X,
del (X); 45,X/46,XX, 13 S; 45,X/46,XX, 17 S;
45,X/46,XX, 22 S), no Tperboi — 78 xBOpUX 3
TeHOMHUMH MyTaiisMu (mos 45,X/46,XX; mos
45,X/46,XX/47,XXX). [IpoBeneHo MeauKo-Te-
HETHYHE KOHCYJbTYBAaHHS, SKE BKIIIOYAJIO
OLIHKY aHaMHECTUYHUX  JIaHUX, COMATo-
reHeTHYHE 00CTEXEHHS, KITIIHIKO-
reHeanoriunuii  aHamiz. ComaTro-TeHeTHYHE
OOCTeKEHHSI XBOpUX MPOBOJMIOCH  3TiHO
METOJIUYHUX peKOMeH Il ,,OIMUCaHHS
¢enoruny” (I'peuanina O.5. Ta cmiBaBTOpH,



1999 p.). 3acTocOBYyBajdM IMTOrCHETHYHI
Meroan 3 nudepeHnidHuM QapOyBanaam (G-
¢dapOyBaHHS).

Amnaniz pe3yJbTaTiB JTOCTIPKEHHS
IPOBEIEHO 3a JIOTIOMOT 01O METO/IiB
[apaMEeTPUYHOI, HENAPaMETPUYHOI CTaTUCTUKU
y BIIMOBIAHOCTI 10 KpuTepis W 3a 10MOMOroro
KoMIT'toTepHUX nporpam “Excel”, agantoBaHux

TS MEINKO-010JI0rTYHUX JIOCHIKEHD.
OuiHtoBanacs gacrora 3ycTpivyaeMocTi
KITIHIYHUX IMOKA3HHKIB B a0COIIOTHUX

BEIMYMHAX Ta BIJICOTKAX.

PE3YJIbTATU 1 OBI'OBOPEHHA

Cepen 132 xBopux 3  CHHIPOMOM
[lepemescvkoro-TepHepa BUABIIEHO 8
[IUTOT€HETUIHUX BapiaHTIB MOpPYIIEHb
KapioTHy:

45,X — 45 xBopux; mos 45,X/46,XX — 74;
mos 45,X/46,XX/47, XXX — 4; mos 45,X/46,X+
mar (derX) — 2; mos 45,X/46,X+r (X) — 1; 46,X,
del (X)—1; 46,X,1(X) — 1; mos 45,X/46,X, del
(X) — 1. Takox Oynam BHUSBICHI BHUIAIKH
CHOJYYSHHS MOHOCOMIl 45 1 CYyHmyTHUYHOTO
nosimopdizmy: 45,X/46,XX, 13 S; 45,X/46,XX,
17 S; 45,X/46,XX, 22 S.

3HauHO piamie (61,5%) (Tadu.).

uTonoaiOHa rpyaHa KIiTHHA BiMmidanack
y 62,2% xBopux mnepmoi Ta 55,2% XxBOpHX
apyroi rpynu i sgmme y 28,2% manieHToK
TPETHOI IPyIU.

uithuii nTepuriym crocrepiraBcs Maiixke y
MOJIOBMHM XBOPHX 3 MOHocomiero X (48,8%) i
3HA4YHO PiAlIe y XIHOK JAPYroi Ta TPeThol rpym
(22,2% Ta 17,9% BinmoiaHo).

Bpaximaktumis 3ycrpivanace TpUOIH3HO 3
OJITHAKOBOIO YacTOTOK Y BCIX TPBOX Ipymax
(35,5%, 33,3% ta 37,1% signosigHo). Kpim
TOrO, y TPUTHHH XBOPUX Y BCIX Tpymnax
BHSIBJICHI BaJIbI'yCHA JEBiallis KOJIHHMX Ta
JIOKTbOBUX cyrno0is, BKOPOYEHHS
MeTaKapmalbHUX Ta METaTap3aJbHUX KiCTOK.

Bpomxkena nepudepuyna niMmdenema 3HAaUHO
qacrTillle 3ycTpidanach cepell Mali€HTiB MepuIoi
rpymu (40,0%), B TOH 4yac sIK U1 XBOPUX JAPYroi
rpymnu ii yacrora ckiana jguuie 11,1%.

[epBunHa ameHopest crocrepiranach
OpHOJIM3HO Yy OJHAKOBOI KIUTBKOCTI KIHOK
npyroi Ta Tperboi Tpym (55,5% Ta 60,2%
BIJIMIOBiIHO), B TOH Yac sIK y MepiIiii Tpymi BoHa
Oyna BusBIeHa y OumbimocTi XiHOK (84,4%).
Ane maibke y BCIX XBOpHUX JIpyroi Ta TpeThoOi

[MopiBHANLHMI aHaNI3 pO3MOAITY O3HAK B TPyH  CIIOCTEPIraluch  pPi3HI  TOPYIIEHH
rpynax 3 pIisHMMH BapiaHTaMHM [OpYIIEHb  OBapialbHO-MEHCTPYaIbHOI ¢dyHKIi1 —
Kapioturty mnpu cuHAapomi IllepemeBcbkoro- BTOPHWHHA aMeHoped, OIICOMEHOPeEA,
Tepuepa  BHABMB, 110 HH3bKWM  3picT  AJBIOAMCMEHOpEs Ta IHIIL.
npuTaMaHHui xBopuM nepmoi (86,6%) Ta 2
apyroi (88,9%) rpym, a y Tperiii 3ycTpiuaBcs

Tabmums
Yacrora BusiBjieHHS (peHOTUNIYHUX 0co0IMBOCTel Yy XBopuX 3 cuHapomMoM LllepemeBchkoro-Tepuepa
JcToBipHicTh
IJI\j‘«I_)I O3naka 1 rpyna 2 rpyna 3 rpyna pisnl:mi
Abc.| % Abc. % Abc.| % p
1. | Husbkuii 3picT 39 86,6 8 88,9 48 61,5 <0,05
2. | lllutonoaiOHa rpyaHa KITITHHA 28 62,2 5 55,5 22 28,2 <0,01
3. | Hu3bpkuii piBeHb POCTY BOJIOCCS 21 46,6 3 333 19 243 <0,05
4. | IwitHuit nrepiriym 22 48,8 2 22,2 14 17,9 <0,05
5. | AHTUMOHTONOINHUI pO3pi3 OUeH 18 40,0 1 11,1 13 16,6 <0,01
6. | EmikaHt 7 15,5 0 4 5,1
7. | Bpaximaktwmis 16 35,5 3 333 29 37,1 <0,01
8. | Cubitus valgus 14 31,1 3 33,3 17 21,8 <0,05
9. | Bpomkena nepudeprita 18 | 400 | 1 | 11,1 | 22 | 282 <0,05
niMdenema
10. | IlepBuHHa ameHopes 38 84,4 5 55,5 47 60,2 <0,05
11. | Henopo3suHyTiCTb CTaTEBUX Opra- 4 93,3 7 77.7 62 79.4 <0,01
HiB Ta BTODHHHHUX CTATEBHX 03HAK

Henopo3sunyTicTbh CTaTEeBUX OpraHiB  TOABOEHHS)  crmocrepiranuce y 11 (24,4%)
(rumoruiaziss  MaTKM, MaTOYHHMX TpyO) Ta  xBopux mepmoi Tay 14 (17,9%) xBopux apyroi
BTODMHHUX  CTAaTeBUX  O3HAK  (TilOmIa3is  TpyIH, CepIIeBO-CYAUHHOI CHUCTEMU

TPYyOHHX 3aJ03, CKyJHE OBOJOCIHHS JI0OKa)
3yCcTpivaiCh OJHAKOBO YacTO Y BCIiX rpymnax
oocrexyBanux  (93,3%, 77,7%, 79,4%
BiIMOBiIHO). Basin po3BUTKY JKIHOYMX CTATEBHX
OpraHiB (armasis BariHW, TOJBOEHHS MAaTKH)
Oynu BusABNeHI y dotupbox (8,8%) XxBopmx
nepmioi Ta 1Box (2,5%) XBOpUX TPEThOl IPYIIH.
Bagu po3BUTKY HHPOK (4acTKOBE Ta TIOBHE

(mucinactuuHa Kappmiomionartist) y 2 (4,4%)
XBOPHUX IIEPIIOT T'PYIH.

Takum dYWHOM, TpU aHali3i OTPHUMaHHUX
JaHUX MO)KHa 3pOOHMTH BHCHOBOK, IO CEpen

XBOPUX 3 MO3AiYHOK (OPMOIO CHHApPOMA
[lepemescokoro-TepHepa (mpu  HasSBHOCTI
HOpMalibHOTO  KioHa 46,XX) maronoriufi

O3HAKU CHUHJIPOMY 3YCTPIYarOThCS Piaiie, IIo



MO)KHA TOSCHHTH THM, W0 MNPUCYTHICTh 3HAYHO pijAlIe, IO CBUIYUTH MpPO TE, IO
HOPMaJIbHUX KIITHH YaCTKOBO KOMIIGHCYE HAaslBHICTH ~ HOPMaJbHOTO  KIOHY  (46,XX)
TeHEeTHYHHUH IucOanaHc, ajie MPSMOro 3B’S3KYy  YaCTKOBO  KOMIIGHCYE  KIIIHIUYHI ~ TPOSBH

MDK  CHIBBITHOLIEHHSM  HOPMalbHOTO Ta  CHHIPOMY [IepemeBcrkoro-Tepuepa,
MATOJIOTIYHOTO KIIOHIB JUIS MPOTHO3Y BAXKKOCTI  BIACYTHICTH B KapioTuii  X-XpOMOCOMH
3aXBOPIOBAHHS HEMAE. MPHU3BOAUTE A0 OLTBII BUPAKEHUX KITHIYHHX
nposieiB cunapomy lllepemeBcbkoro-TepHepa.
BUCHOBOK P POMY = <P pPHep

3HaHHS (EHOTUITMYHUX MPOSIBIB CHHIPOMY €
V  npobGangiB 3 Mo3aiuHo (OpMOI  MEPCHEKTHBHUM [ PAaHHbOIO BHUSBIEHHS
CHHPOMY IIaTOJIONi4YHI NposBHM (Maji aHOMayii 3aXBOPIOBaHHSA 1 PO3pOOKM  IIporpamu

PO3BHTKY, MOPYILIEHHS oBapianpHO-  peabimitanii XBOPHX 3 CHUHJIPOMOM
MeHCTpyanbHOI  (yHKmii — mnepBunHa Tta Llepemescekoro-TepHe-pa 3 ypaxyBaHHAM
BTOpUHHA ameHopesl, OIICOMEHOpesi, TOro, 110 I  XpPOMOCOMHAa  NAaTOJOTis
aJIbTOJCMEHOpeH, aHoMaJtii PO3-BUTKY  BIJHOCHUTBCS [O OHKOTEHETHYHHX CHHIPOMIB.
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OEHOTUIIMYECKHUE OCOBEHHOCTHU U
HUTOI'EHETUYECKASA XAPAKTEPUCTUKA
CUHAPOMA HIEPEHIEBCKOI'O-TEPHEPA

M.B. /Ionuu
XapbKOBCKUHM TOCYIAPCTBEHHBIN MEIUIIMHCKUNA YHUBEPCUTET, Y KparHa

PE3IOME

IIpoBeneHn aHamu3 BapuaHTOB KapuoTuma npu cuHiapome Illepemesckoro-TepHepa B XapbKOBCKOH
cyononynsimu. [Ipu mpoBeneHNM CpaBHUTENBFHON XapaKTEpHCTHKH OCOOCHHOCTEH (DEHOTHIIAa >KEHIIHH C
perynsipHoi (hOpMOIi MOHOCOMHH, CO CTPYKTYPHBIMH aHOMAJIUSIMH X-XPOMOCOMBI U MO3aW4HOHM (popMoii ¢
HalIu4ieM HOPMaJbHOIO KJIOHA KieTok 46, XX BBIABIEHO, YTO HAMMEHHEE HarpykKeHa MaTOJOTrHYeCKUMU
NPU3HAKAMH TPETbsl TPYIIA, YTO MOXXHO OOBSICHUTH TEM, YTO NPHCYTCTBHE HOPMAJIBHOTO KJIOHA KIIETOK
YaCTHYHO KOMIIEHCHPYET TeHETHIEeCKUH ucOaaHc, HO IPSIMOM CBATH MEXY COOTHOIIEHHEM HOPMalIbHOTO
U NIAaTOJIOTMYECKOr0 KJIOHOB ISl IPOrHO3a TSHKECTH 3a00I€BaHUs HET.

K/IIIOYEBBIE CJIOBA: cunnpom lllepemeBckoro-Tepuepa, ¢eHorum, perymspHas —¢opma
XPOMOCOMHOM MaTOJIOTHH, MO3aULIU3M

PHENOTYPIC PECULIARITIES AND CYTOGENETIC
CHARACTERISTICS OF THE SHERESHEVSKY-TERNER'S

SYNDROME
M.V. Lonych
Kharkov state medical university, Ukraine
SUMMARY

There was provided the analysis of variants of the karyotype of the Shereshevsky-Terner's syndrome in the
Kharkiv subpopulation. In the estimation of phenotypic peculiarities of the women with regular form of
monosomy X, with structural anomalies of X-chromosome and mosaic form with the normal clone of cells 46
XX there was detected that the third group of the women was the least of all loaded by pathological signs
(mosaic forms with the normal clone of cells). It means that the normal cells partially compensate for genetic
misbalance but there is no the direct connection between correlation of normal and pathological clones for
prognosis of difficulty of disease.

KEY WORDS: the Shereshevsky-Terner's syndrome, phenotype, regular form of monosomy, mosaic



