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KIMMHUNKO-KAPUNOTUNMNYHECKAA XAPAKTEPUCTUKA CHOPOMA

LLUEPELLUEBCKOIO-TEPHEPA

Poccuiickas MeULMHCKas akafemus noc/equnioMHoro o6pasosaHisi, Mocksa

Mo faHHbIM WccnegoBaTeneil pasHbIX CTpaH, Yac-
TOTa XPOMOCOMHbIX aHOMaMiA Yy 4YenoBeka [OCTa-
TOYHO Be/IMKa M COCTaB/SET CYMMapHO MPUMEPHO |
cnyyai Ha 170 HOBOPOXKAEHHbIX [2]. Bonee nmonosu-
Hbl 3TUX aHOMaIUi CBfA3aHbl C HapyLUEHWUSIMX MOJ0-
BbIX XPOMOCOM. Cpefi HUX 3HAYUTENbHbIA YAeNbHbIN
BeC cocTaB/ifeT cuHApom LlleperueBckoro — TepHe-
pa, KOTOPbIA XapaKTepusyeTca BbIpaXkeHHOl Bapua-
6€1bHOCTbIO K/IMHMYECKUX MPOSABAEHWA U pasHbIMU
BapviaHTaMn XPOMOCOMHbIX HapylleHuii [1, 3, 10].

Takoi KAMHWUYECKUIA W LUMTOreHEeTUYECKUn Mnonu-
MOP(M3M 3aTPYLOHSAET TOYHYIO U CBOEBPEMEHHYIO AW-
arHoCTuUKy cuHppoma LlepelueBckoro — TepHepa.
MonekynapHo-UUTOreHeTUYECKE TEXHOMOrUK, Mos-
BMBLUMECA B MOC/ELHUE TOfbl, pacLUMpuiivi BO3MOXK-
HOCTW A/11 OOBACHEHUS KIIMHNYECKOTo MOSIMMOPM{N3-
Ma 3TOro CUHApoOMa 6/arofaps COo34aHUK0 TeHeTuYe-
CKMX KapT MosioBbIX Xxpomocom [4, 7, 9].

B HacToAlEeM uWccnefoBaHUM Mbl  NPESNPUHANN
MOMbITKY MPOaHanM3nMpoBaTb CrEKTP KINHUYECKUX
nposieneHnii npu cuHgpome Lllepewesckoro — Tep-
Hepa 1 COMOCTaBUTb €ro C KapuoTUMUYECKON Bapu-
6eNbHOCThLIO.

Matepuansl n MeTojbl

O6cnenoBaHo 82 60MbHbLIX C cuMHApoMoM LllepelleBckoro —
TepHepa. Pervctpaums 60MbHbIX OCYLLECTBAAMNACh N0 06paLLaemMo-
CTW B Hay4YHO-NOMMUKINHUYECKOE OTAeneHve WHCTUTYyTa Kau-
HMYeckon reHetukn MIHL, PAMH ¢ 1990 no 1994 r.

Mpn o6cnegoBaHWM Ha BCex OOMbHBIX 3aMONHANM CTaHAapT-
HYI0 KapTy heHoTUNa no 15 npusHakam (Tabn. 1). M3yyanm B oc-
HOBHOM (PEHOTUNUYECKME NPU3HAKUN C albTEPHATUBHBIM MPOsiBIe-
HMEM, KONMYeCTBEHHble MPU3HaKW ANd OLHOPOLHOCTW CpaBHEHWI
OblN pasfeneHbl Ha anbTepHaTWMBHbIE FPYMMbl, HanpUMep HOp-
MaJibHbIV Y HU3KWIA POCT, U T. M.

Mpy NpoBefeHNN HaCTOALLEro UCCNef0BaHUA NPUMEHSANN KW-
HVKO-reHeanornyeckuii MeTog, LUTOreHeTUYecKne MeToAbl ¢ Aud-

Tabnuuya !

PacnpeseneHve 4acToTbl EHOTUMMYECKMX MPU3HAKOB Y GOMbHBIX
¢ cuHgpomoM LLlepeLLieBCcKoro—TepHepa

Yneno 60nbHbIX
Mpu3sHak
a6c

Hwu3kwnii poct 78 95
LLnToBMaHas rpyfHas Knetka 47 57,3
KopoTkas Les 35 42,7
LLlIeiHbIlA nTepurnym 17 20,7
HW3Knin ypoBeHb pocTa BOMOC 17 20,7
Bbicokoe He60 21 25,6
ONUKaHT 12 14,6
Bpaxugaktnnms 21 25,6
"'vnonnasua Hortei 31 37,8
Cubitus valgus 18 22
CHWXeHNe NHTeNnekTa 10 12,2
AHOManns noyek 6 73
[MepBryHas ameHopes 42 84
"'mnonnasua rpyAHbIX >xenes 42 84
CKyaHOe BTOPWMYHOE 0BOJIOCEHME 38 76
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thepeHUMaIbHBIM — OKpawumBaHueMm  (O-okpacka). [pu  cTatu-
CTUYecKoli 06paboTKe AaHHbIX OblM UCMONb30BaHbl CTaHAAPTHbIE
CTaTUCTMYeCKVe MeTOfbl (CpefHVe M BapuaLMOHHble CTaTUCTU-
KW), @ TaKkKe MeTofibl MHOFOMEPHOr0 CTaTUCTMYECKOro aHam3a Ha
OCHOBe MakeTa MpUKNafHbIX nporpamMm ans 3BM, paspaboTaHHO-
ro B. V. Tpy6HukoBbim (1993 r.).

PesynbTaTbl U KX 06CYXXAEHME

Ha nepsom 3Ttane wuccnefoBaHus 6blna npoaHaiv-
3MpoBaHa 4acToTa BCTpeyaeMocTn 15 dpeHoTUnmye-
CKMX MPU3HaKOB cpeau BCeX OO0fIbHbIX C CUHAPOMOM
LLlepelueBckoro — TepHepa (cMm. Tabn. 1).

Kak BWOHO ®3 [aHHbIX, MpPeAcTaB/eHHbIX B
Tabn. 1, OCHOBHbIMW MpU3HaKamu (BCTpevarowymm-
c ¢ 4actoToii 6onee 50%) ABNSAKOTCA HU3KWIA POCT,
LMTOBUAHASA TPYAHasa KIeTKa, nepBUYHas ameHopes,
rmnonnasns rpygHbiX >Kene3 u CKygHOe BTOPUYHOe
0BOJIOCEHME.

M3 conyTCTBYIOLLMX COMAaTUYECKUX aHOoMasni
Hanbosiee 4acTO BCTPEYa/IMCb KOPOTKas Lues, Luein-
Hbli NTEPUTMYM, HU3KWI YypOBEHb pOCTa BOMOC Ha
Llee, BbICOKOE HebOo, 6pagnfakTuaus, runonnasus
HorTei, cibitus valgus, yacToTa BCTPe4aemMOCTU KOTO-
pbix BapbupyeT oT 20 go 45%. Bcero cpegn 82 60/b-
HbIX € cuHgpomoMm LllepeweBckoro — TepHepa
BCTPeTWUIOCh 15 LIMTOreHeTUYECKNX BapuaHTOB Hapy-
WeHnn kapuoTtuna. [MpuYemM OCHOBHOW YAesbHbIiA
Bec (80%) cocTaBns/vM pas/inyHble CTPYKTYPHbIE aHO-
Masmu.

Mbl NpoOBeNn CpaBHUTENbHBIN aHaNM3 pacnpegene-
HUS MPU3HAKOB B Tpynnax C pasHbIMX BapuaHTamu
HapyLlIeHW  KapuoTuMna C  Lefbld  BO3MOXHOIO
YTOYHEHUA K/IMHUYECKUX KPUTEPUEB [MArHOCTUKW.
[nsa atoro 60/bHbIX ¢ cMHApPOMOM LllepelueBckoro —
TepHepa No XxapakTepy KapuoTuna pasgenunv Ha 3
rpynnbl: 1-a — 24 60/bHbIX ¢ MOHOCOMUEN 45,X, 2-9
— 8 60/bHbIX C MO3aMLM3MOM, XapaKTepU3yHLLM-
CSl KOMIMYECTBEHHbIMM nepecTpoiikammn (45,X/46,XX
n 45X/46,XX/47,XXX), 3-a — 50 60/bHbIX €O
CTPYKTYPHBLIMW aHOMa/IUAMU  X-XPOMOCOMbI, B TOM
uicne ¢ mosauumaMom [46,X, i (Xq); 46,X,del(X);
45, X+mar; 45,X/46,X,i (Xq); 46,X,idic (X)/47,X,idic
(X); 46,XX/46/46,X,i (Xq), 45,X/46,X,r (X), 45X/
46, X,r(X)/46,X,Xq; 45,X/46,X, del (Xq); 45X/
46,X,dicder (X); 45,X/46,X+mar; 45,X/46,X, idic
Xq)].

( (E()glK BMAHO W3 TMPUBELEHHBIX AaHHbIX, MOHOCO-
mMus 45,X coctaBnsieT 29,27% cpefm Bcex G0/bHbIX C
cuHapomom LllepelueBckoro — TepHepa.

AHanus pacnpegeneHusa 15 heHoTUNUYecKnx npu-
3HAKOB B rpynmne 60/bHbIX C cMHApPOMOM Lllepelues-
ckoro — TepHepa npefcTas/ieH B Tabs. 2.

CTaTUCTUYECKN [OCTOBEPHbIE Pa3INuusa  MeXay
rpynnamu 6biam o6Hapy»eHbl 1Mo 9 npusHakam e-
HOoTUNa M3 15 U3YYEHHbIX.

Hwuskuii pocT 6bl1 XapakTepeH 415 GOMbLUMHCTBA
60/bHbIX 1-ii (95,8%) u 3-ii (100%) rpynn n pexe
BCTpeyasics BO 2-i rpynne (62,5%).



Tabnnua 2

PacripefeneHe YyacToTbl (PEHOTUMUUECKMX NPKU3HAKOB MPY PasHbIX BapuaHTax KapuoTumna y 60MbHbIX ¢ CMHAPOMOM LLlepcluesckoro—TepHepa

pynna 60nbHbIX

Mpu3sHak 14

abe | % abe
Huskuin poct 23 95,8 5
LLnToBMAHaA rpyaHas KieTka 13 57,2 3
KopoTkas Lwes 16 66,7 2
LLledHbIl NTepUrnym 1 45,8 !
Hu3Knin ypoBeHb pocTa BO/OC 8 333 0
Bbicokoe He60 6 25 0
SnuKaHT 8 333 0
Bpaxugaktunus 7 29,2 2
'vnonnasus HorTein 12 50 0
CHKeHVe UHTeNNeKTa ! 42 0
Cubitus valgus 6 25 0
AHOManus novek | 42 0
MepBnyHas ameHopes 12 92,3 3
Fmnonnasua rpyaHbIX XKenes 12 92,3 3
CKyQHOe BTOPWYHOE OBOJIOCEHME 1 92,3 1

YKOpPOUEHME LLen TakkKe pexxe 0TMevanocb B rpyn-
ne 60/bHLIX C MO3aNYHbIM KapuOTWIMOM, COMPOBOXK-
farowmmes KO/IMYECTBEHHbIMU  MEepecTpolikaMu
(25%), n Hambonee 4acTo NPOSB/SANOCL NpU “yncToi"
thopme (45,X).

LUedHbI nTepurnyMm nNpubavM3nNTeNIbHO C OAUHAKO-
BO 4acTOTOlM BCTpedyasicd BO 2-i U 3-ii rpynnax
(12,5 n 10% COOTBETCTBEHHO) W MPUMEPHO B 4 pasa
vawe — B 1-in rpynne (45,8%).

OMVKaHT MPaKTUYeCKN He OTMeyeH BO 2-i rpyn-
ne, ¢ HebonbLION yacToTon (8%) BCTpedvancs B 3-i
rpynne u otmevanca y 1/3 (33,3%) 6onbHbiX 1-i
rpynnol.

Mvnonnasusi HOrTel udalle BCTpeyanacb B 1-i
rpynne (50%), Heckonbko pexxe — B 3-i (38%) u He
Habntoganacb BoO 2-i rpynne.

MepBMUHaa ameHopes Takoke valle Habnwoganacb
B 1-ii (92,3%) u B 3-1 (87,1%) rpynne no cpaBHe-
HUO co 2-i (50%).

AHaNornyHbIM 06pa3oM pacnpefensannucb no rpyn-
nam Takue Mpu3HaKW, Kak rMnoniasvs rpyaHbiX xe-
Ne3 U CKygHOe BTOPMYHOE OBOJIOCEeHVEe. DTW MpusHa-
Kv vawle BcTpeyanucb B 1-ii n 3-i rpynnax no cpas-
HEHWIO CO 2-iA.

Taknm 06pa3om, CyMMapHbIi aHan3 gaHHbIX M0
BCEM MpuM3HaKaM [MO03BOMSET ChefaTb BblBOL O TOM,
YTO HaUMeHee Harpy>XeHHOW NaToN0rMyYyeckMMU Npu-
3Hakamy sBnseTcA 2-a rpynna (Mo3avMumsM € Ha-
I4MeM HopMasibHOro KoHa 46,XX). OueBnaHO, Ha-
JiMyne HOPMasIbHOTO K/IOHA K/IETOK YaCTUYHO KOM-
NeHCUpyeT KINHUYECKME MPOSIB/IEHNA GO0MbLUMHCTBA
N3y4aemMbIX NPU3HAKOB CUHAPOMA.

4- (moHocomua 45,X) u 3-a (CTPYKTYpHble aHo-
ManMy  X-XpOMOCOMbI, B TOM YuCle C MO3anums-
MOM) rpynmnbl UMEIT MEHEe BbIPKEHHbIE KINHUYe-
CKME pas3vumMa U B 3HAUMTE/IbHOW YacTu ClyyaeB
pacnpefieneHns (eHOTUMUYECKUX MPU3HAKOB HOCAT
CXOAHbIA XapakTep. AHa0rMyHble [JaHHble MpPUBO-
oAt psg asTopoB [3, 6]. Hepoctatok matepuana X-
XPOMOCOMbI B KapuoTture (Npu OTCYTCTBMU HOPM&/lb-
HOro0 KJIOHAa), O4YeBWAHO, MPUBOAUT K Oosnee Bblpa-
YKEHHbIM  K/IMHUYECKMM  MPOSIBAEHUAM  CUHAPOMA
LLlepeluesckoro — TepHepa.

MOXXHO OTMeTUTb, 4TO 3-9 rpynna no o6Lei
OLIEHKE Harpy>eHHOCTU MNpU3HaKaMu 3aHMMaeT Kak

JlOCTOBEPHOCTbL pasnuynii

2-8 34
% a6c. Y% X P
62,5 50 100 14,17 <0,01
375 31 62 1,84
25 17 34 8,20 <0,05
12,5 5 10 13,04 <0,01
9 18 4,64
15 30 3,27
4 8 9,86 <0,01
25 12 24 0,23
19 38 6,37 <0,05
9 18 4,14
12 24 2,01
5 10 15
50 27 87 6,06 <0,05
50 27 87 6,06 <0,05
16,6 26 84 13,16 <0,01

6bl NMPOMEXYTOUYHOE MOMNOXKeHVEe Mexay 1-n u 2-i,
HO B TO XXe BPeMsi XapakTepusyeTcs 6O/blueil Bapua-
6€1bHOCTbIO MO CPaBHEHUIO C HUMMW.

Kpowme TOro, Mbl MpPOBENN MHOFOMEpHbIV CTaTu-
CTU4eckuii (KNacTepHbIil) aHain3 MaTpuubl 0606-
LLEHHbIX (PeHOTUMUYECKUX MPU3HAKOB A/1A ornpeje-
NEHVA PacCTOAHWIA Mexay 5 rpynnaMu C pasHbIMU
BapuaHTammn Kapuotuna: 1-a 46,X;i (Xq); 2-9 —
45,X/46,X,i (Xq); 3-a — 45X/46,X,r(X); 4-9a —
45,X/46,XX; 5-a — 45,X/46,X,idic (X).

Mpn nomnapHOM CpaBHEHUW YacToT BCTPeyaeMo-
CTM MeXxay rpynnamy Hambonee CyLLeCTBEHHblE W
4acTO BCTpevaloLUMecs pasnymsa 3atparumBaan runo-
naasui Hortein. I3TOT MpM3HaK [LOCTOBEPHO Yallle
BCTpeuancss B 5-i rpynne no cpasHeHuto ¢ 1-i
(p < 0,05); B 3-ii n 4-in rpynnax (p < 0,01). Mo-Bu-
avMomy, Hanuume idic(X) cBf3aHO C HapyLUEHUSAMM
pasBUTUSA TKaHelli Me304epMasibHOr0 MPOUCXOoXae-
HWUA, KOCTeN, COeAVMHUTENIbHOW TKaHu ¥ comaTuye-
CKUX KNeTOK roHag. Mo gaHHbIM [3], yYacToTa 3ToOro
npu3Haka (rMnoniasns HOrTei) TakkKe OKasanacb
Bbille Y 60/IbHbIX C YKa3aHHbIM KapuoOTUMOM, YeM C
MOHOcOMMen X.

Kpome Toro, o6Hapy»eHbl TEHAEHLMA Ha rpaHuLe
CTaTUCTUYECKON OOCTOBEPHOCTM K 6OMbLUEl 4yacToTe
cubitus valgus B 1-ii rpynne no cpaBHEHUIO C 3-i K
oTCTaBaHWe B pocTe B 1-ii rpynne Mo CpPaBHEHMIO C
4-in. MocnegHee, BO3MOXHO, CBA3aHO C yTpaToi Xq.

M3 15 BapmaHTOB KapuoTuna pA/1a K1aCTEPHOro
aHanmsa MmaTpuubl  0606LEHHbIX (EHOTUMNYECKUX
paccTosHuii 6bliM 0TOGpaHbl 9, TaK KakK OCTaslbHble
6blIN Y eAMHUYHBLIX 60/bHbIX. KnacTepHbld aHann3
no3BoMMA O00BLEAVMHUTL B OTHOCUTENIbHO  G/IN3KWIA
Knactep 4 rpynnbl (CM. PUCYHOK) — KJflacTep C YpOB-
Hem o6befuHeHus 0,18: 1, 2, 3-t0 rpynnbl, KOTOPbIe

COOTBETCTBYIOT KapuoTtunam, | — 46,X,i (Xq); 2 —
45,X/46,X, i(X); 3 — 45,X/46,X,r(X); 6 — 46,X, del
(Xa).

CBA3M OCTa/lbHbIX rpyMnn BblpaXkeHbl crnabee. WX
KapuoTuMnbl Ha AeHAporpaMme COOTBETCTBYHOT: 5 —
45, X/46,XX; 7 — 45X/46,X,del (X); 12 — 45X/
46, X, idic (X); 14 — 45X/46,XY; 15 — 45X/
46,X+mar.
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KnacTepHbIli aHanm3 matpuupbl 00006LLEHHBIX PAaCcCTOAHUI MeXay
rpynnamy 60MbHbIX C pasHbIMU BapuaHTamu KapuoTuna.

Hanbonee geHOTUNNYECKN OAN3KUMU OKa3asiuchb
BapWaHTbl KapuoTWMOB C YTpaToi 4YacTu MaTepuanos
X-XpoMOocOMbI (pasHble BapuaHTbl AeNeHWi).

B nutepatype nMetoTcs NPeanofioKuUTeNbHble AaH-
Hble 0 JIOKaNM3auMn HEKOTOPbIX I0KYCOB, AeTepMu-
HVPYIOLLMX TEPHEPOBCKMWI (heHOTMN B 06nactn Xcen-
pil, 0603HAYeHHbI KakK KPUTUYECKWUIA PErnoH Mo
JaHHoMy cuHAapomy [8]. Takke Ha Y-XpomMocome 06-
Hapy>keH KPUTUYECKUA PervoH, accouumpyroLmiics
C HeKOoTopbIMM Mpu3Hakamn cuHgpoma Lllepelues-
ckoro — TepHepa (cubitus valgus, wwuToBuaHas rpya-
Haf KneTKa, KOpOTKve 4 MeTakapnasbHble KOCTW),
NOKa/IM30BaHHbIM Ha Yp subintervals 5A—51 [5].

Mporpecc B COBMECTHOM WCMO/Mb30BaHWUW K/ac-
CUYECKUX LMTOTEHETUYECKUX W COBPEMEHHbIX MoJsie-
KYNAPHO-FeHETUYECKMX METOAOB MO3BOJIAET HadeATb-
CS Ha BbISIBIEHNE POAN OTAENbHbIX PErMOHOB MOJ0-
BbIX XPOMOCOM B OOBACHEHMM LUMPOKOro MOANMOp-
thnsma cuHgpoma LllepeleBckoro — TepHepa u rnpo-
NCXOXAEHUN OTAEMbHbIX KIMHUYECKUX CUMMATOMOB.

BbiBOAgbI

1. Cpeam Bcex 60MbHbIX C cuHApoMoMm Lllepelues-
ckoro — TepHepa MoHOcOMUA X OTMeYyeHa y 29,27%,
Y OCTa/IbHbIX BbIAB/EHbI Pa3/IMYHbIE BapuaHTbl Hapy-
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WweHnsA KapuoTtuna (CTPYKTYpHble aHoManmuu X-Xpo-
MOCOMbI, B TOM 4uC/ie C MO3auLM3MOM).

2. HanmeHee Harpy»>XeHHOW NaTONOrMYECKMMMU
npr3Hakamu sBAsieTcs 2-9 rpynna 60/bHbIX (Mo3au-
UU3M C HaIMuMemM HOpMasibHOro K/oHa 46,XX).

3. 3-a rpynna 60/bHbIX (CTPYKTYpHble aHOMaiuu
X-XpOMOCOMbI) MO O6LLEA OLEHKe Harpy>XeHHOCTU
npr3HakaMmu 3aHuUMaeT Kak Obl MPOMEXYTOYHOEe Mo-
noxxeHve mexgy 1-n (moHocomusa 45,X) n 2-ii rpyn-
namm, HO B TO XXe BPemsi XapakKTepu3yeTcs 60/bLuel
BaprabebHOCTbIO MO CPAaBHEHWIO C HUMMW.
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L A. Tarskaya, A.N. Prytkov, VI. Trubnikov, R.S. Patyutko, E.P.
Kasatkina, S.l. Kozlova - CLINICAL AND KARYOTYPICAL
CHARACTERISTICS OF THE SHERESHEVSKY-TURNER
SYNDROME

Summary. The incidence of 15 phenotypical signs was ana-
lyzed in 82 patients with the Shereshevsky-Turner syndrome. The
minimal diagnostic signs occurring with at least 50% incidence have
been singled out. Comparative analysis of the distribution of clinical
signs in groups with different variants of karyotype disorders showed
that the group of patients with the mosaic karyotype (45,X/46,XX)
was the least loaded with pathological signs. Groups with karyotype
45,X and structural disorders are similar in the distribution of phe-
notypical signs. Multidimensional statistical cluster analysis of the
matrix of summary phenotypical distances was carried out and a
cluster singled out which permitted unification of 4 groups of pa-
tients with different karyotype disorders. The results are compared
with published data of molecular cytogenetic studies.

TECT C XOPNOHNYECKM NMOHAAOTPOIMMHOM B ANATHOCTUKE
BAPVMAHTOB N'EPMA®POANTN3IMA, OBYCJIOBJIEHHbLIX BPOXXAEHHbBLIMWA
HAPYLWEHNAMW BUNOCNHTE3A TECTOCTEPOHA

Kadhegpa aHAOKPUHONOIX AETCKOrO 1 MOAPOCTKOBOro Bo3pacta (3aB. — npod. 3. M. KacaTkuHa) Poccuiickoi
MeLULVHCKOW akafeMuy NocneaunioMHoro obpasosaHus MuHagpaBMeanpoma Poccuiickoit depepaumm, Mocksa

Hanbonee akTyanbHoi npobnemoit repmadpopu-
TM3Ma BO BCe BpemMeHa Oblia npobrema peabunivra-
U 6onbHOro B obulectse [1, 6]. CBOeBpemMeHHOe
YTOUYHeHVe BapuaHTa repmapoamtnama — Of4HO U3
OCHOBHbIX YC/IOBUIA BbICOKOTO YPOBHSI peabunivTa-
LMK gaHHol rpynnbl 60nbHbIX [1, 6]. [0 HacTosLLe-
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ro BpPeMeHV BOMPOC AuddepeHLMasbHON AnarHo-
CTUKM 3TUX 3a60NeBaHWii NpefCcTaBseT 3HAUNTESb-
Hble TPYAHOCTM B CWIy MHOroo6pasusi opm naro-
JIOTUW, CNOXHOCTU U BbICOKOW CEBGECTOMMOCTU Me-
TOAOB 06CeAoBaHUst 3TOM Fpynmnbl 60MbHbIX [1, 3,
6.
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