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CUHAPOM LUEPELLEBCbKOIO — TEPHEPA:
®OEHOTUNOBA BAPIABEABHICTb XPOMOCOMHOIO
NMOAIMOP®I3MY

Pestome. Cunopom Illepewrescvioeo — Tepuepa enepuie onucarnuii H. llepewescokume 1925p., a nomim I. Tep-
nepomy 1938 p. ¥ 1959 p. @opd ecmamnosus, wo y Xeopux Ha yet cundpom eiocymus o0na X-xpomocoma. Ipuyuu-
HOM € me, W0 8 npoyeci 3antioHeHHs 00HA 3 060X X-XPOMOCOM 3 MAMEPUHCHKOI AiueKAIMmuHU abo 3 6amvKiecbkoi
cnepmu empauaemocs. Ocmanni 0ocioiceHHs cmeepolcyoms, wo y 060X mpemur xXeopux i3 cunopomom Tep-
nepa nemae X-xpomocomu. Xeopirome maiixnce euxaouno xcinku. Ix xapiomun 45, X. Ceped nogonapoodcenux
dieuamok cundpom Illepewescvkoeo — Tepuepa mpanasemocs 3 wacmomoro 1 : 3000, a ceped dieuamok, sKi
cmpaycdaroms 6i0 onicogpenii, — 1 : 1500. Bupiwanronumu apeymenmamu 8 nOCMaHo8yi 0iazHo3y CUHOPOMY
Illepewescvkoeo — TepHnepa € xapakmepHi KaiHiuHi 0cobaueocmi, 0ari 00CAIONCEHH CIMameso20 XpPoMamuHy
ma Kapiomuny, Mojcauea 0onon0208a diacHocmuka namoaoeii 8 niooa. Xeopi iz cunopomom Illepewmescokoeo —
Teprepa nompebyoms 20pMOHANbHOI mepanii (20pMOHOM poCmy, CMAmesUMU 20PMOHAMU), KopeKuii ypoddice-
HUX 840 PO3BUMKY MA eCMeMmuUYHUX HeA0NIKIE.

Y emammi y3aeanvneni 0ani w000 ocobausocmeii penomunosux npossie cunopomy Illepewescvicoeo — Tepnepa

3A1eXHCHO IO 8aAPIAHMY XPOMOCOMHOI AHOMANII.

Karouoei caoea: cunopom Illlepewescokoeo — Tepuepa, disuamka, X-xpomocoma.

bauspko 0,5 % BCix HOBOHAPOIKEHUX 3’ SIBJIIETHCS
Ha CBiT i3 XxpOMOCOMHMMM aHOMAJTiSIMU, 1[0 CTAHOBUTh
cyMapHo 1 Bunagok Ha 170 HoBoHapomxkeHux. binblie
MOJJOBUHM ILIMX TIepeOyIOB BUKIMKAHI TTOPYIICHHSIM
YA Y1 CTPYKTYPH CTaTEBUX XPOMOCOM.

BincytHicth X-xpoMocoMu — enrHa (hopMa MOHO-
COMii B JIIOJWHU, 11O CyMiCHA SIK 3 eMOpiOHAJIbHUM, TaK
i3 TOCTHATAJIBHUM PO3BUTKOM [11].

AHoOMaJIil CTaTeBUX XPOMOCOM, IO CIPUYUHSIOTH
cunapom IllepemeBcbkoro — Tepuepa (CLIT), mo-
Ope Bimomi, BMMaramThb OOOB’SI3KOBOr0 KapioJiOrid-
HOTO TiATBepIXeHHs. YacTora CMHIPOMY CTaHOBUTh
1 Bunamok Ha 50 3arutigHeHb. Tiabku B 1 % Bumanakis
TaKi IJIOAM HApOKYIOThCS XUBUMM, IoHan 99 % 3a-
POIKiB, eMOpiOHIB UM IJIOAIB €JiMiHYIOThCSI Ha Pi3HUX
crafissx po3BUTKY [8]. IMomynsuiina yacrora CIUT ce-
pel HOBOHApPOMXKEHUX AiBYaTOK cTaHOBUTH 1 : 2000 —
1 :5000.

DeHOTUTIOBMM TIPOSIBAM 11i€] XPOMOCOMHOI T1aTO-
JIOTil BJacTMBAa KJIiHIYHA BapiaOesbHICTh, 3yMOBJICHA
XPOMOCOMHHUM TTOJTiMOP(i3MOM Ta TEHETUYHOIO TeTe-
POTEHHICTIO.

OpHieo 3 npuuuH (PEHOTUITOBOI BapiabebHOCTI
CHIT € mo3ailu3M, SIK SIBHUI, TaK i MPUXOBaHUIA.

BBaxatotsb, 1110 94 % reHiB TIOAMHU € MO3aiYHUMMU.
IIpu pospiBanHi npe-MPHK 3a3HatoTh crutaficuHry 3
reHepauieto 3pioi MPHK, 1110 MicTUTB TiJIbKM €K30HMU.
3a TaK1X YMOB MOXJIMBUM 3QJIUIIIAETHCS MEXaHi3M KOH -
CTPYIOBaHHS 3piJioro TpaHCKpunTa 3 AudepeHLinHUM
BUKOPUCTAaHHSIM €K30HiB i MPOIyKYyBaHHS 3 OMMHUYIHO-
ro Mo3aiuHoro reHa ynceabunx MPHK-i3obopm. Ajb-
TEPHATUBHUI CIUIAMCUHT 30UIbILIYE Pi3ZHOMAHITHICTh
MPHK, onHak myTaliii B peryasiTOpHUX LUC-eJIeMeHTax
a00 3MiHa aKTUBHOCTI TPAHCHIIOUMX YNHHUKIB MOXYTh
3YMOBJIIOBATU TOSIBY abepaHTHUX (opM, 1110 TPU3BO-
IISITh 10 (peHOTUIOBOI BapiaOeIbHOCTI.

CIOT HamexuTh A0 4YMcCIa XPOMOCOMHUX XBOPOO,
SIKM BJaCTMBA Pi3HOMAHITHICTb ILIMTOI€HETUUYHUX
¢opM [3]: moBHA BiICYTHIiCTb Y BCiX KJIiTUHAX OAHIET 3
X-XxpoMocoM — MoOHocoMist X-xpomocomu (45, X —
60—70 % BuMagkiB); Mo3aiLKU3M 3a X-XpPOMOCOMOIO 3
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iCHYBaHHSIM HOPMAaJbHOTO KJIOHY KJITUH; CTPYKTYp-
Hi TepeOynoBU OAHIEI 3 X-XpPOMOCOM, MEPEBAXKHO Y
BUIJISIAI 130XpOMOCOMU JOBroro ruieda (Xqi); mo3sa-
iIM3M 3a i30XpOMOCOMOIO I MOHOCOMHHUM KJIOHOM
(45X/46XXqi) i menewii kopotkoro (Xp~) i mOBroro
(Xq~) myieya; KiblenoniOHI XpOMOCOMU; Pi3HOMAaHITHi
X/X tpanciokartii (30—40 % punankis) Ta iH. [1].

IlepeBaxarwoui KapioTUNU Ta iIX HAOJIMXKEHI 4acToO-
1 Taki: 45, X — 50 %; 46, Xi(Xq) — 15 %; Mo3aiku
45, X/46, XX — 15 %; mo3zaiku 45, X/46, Xi(Xq) —
6m3bK0 5 %; 45, X, iHwma aHomaiisgs X — maiike 5 %;
iHmi Mmozaiku 45, X/? — 61mu3sKo 5 %.

BuBueHHs (heHOTUITOBOI BapiabeNbHOCTI, BUKIIM-
KaHOiI XpOMOCOMHUM MOJIiMOP(]i3MOM, 3YMOBIIIOEThCS
BaXKJIMBICTIO TEHETUYHOIO KOMITIOHEHTa y (hopMyBaH-
Hi pi3HOMaHITHUX MAaTOJOTiYHUX CTaHiB. Tak, ckian
XpPOMOCOM CHPUUYMHIOE TI€BHi (DEeHOTUIIOBI MPOSIBU.
Hanpuxian, ocobu i(Xq) HaraayoTh MalieHTOK 3 Kjia-
cuuyauM 45, X deHoTumnom; marieHTKaM 3 JeJIellielo
Xp~ BIIACTUBUI HU3bKUM 3PICT, 1110 TIOEAHYETHCS 3 YPO-
JOKEHUMU BaJlaMUu PO3BUTKY; a 0cobaM 3 Neselliero Xq-
MpuTaMaHHA TUTbKU TUCHYHKIIISI TOHAI,.

Hwusbka wyacrora 3ycTpidajbHOCTI X-MOHOCOMil
cepell HOBOHAPOIXKEHUX MiBYATOK — pPe3yJbTaT BHU-
COKOI eMOpioHaJbHOI CMEPTHOCTI. binbiiicTh emMOpi-
OHIB 3YIIMHSIIOTbCS B PO3BUTKY 10 6-TO TWXKHS ITiCJIsSI
sarutinHeHHs1. [Tpu X-kowmruiekci (45, X) y GiabLiocTi
BUITQJIKiB TOPYIIYETHCS PEMPOAYKTUBHA (DYHKILiSI, ax
1o crepuibHocTi. [Ipore B muliet i mypiB caMku X0
GepTUIIbHI, X04a iX TJIiIHICTG i 3HIKeHA. 3’ IBIISTIOTHCS
MOOJIUHOKI MOBIAOMJIEHHSI TTPO >KiHOK 3 X-KOMILIEKCOM
CTaTeBUX XPOMOCOM, IO MAalOTb PETYISIpHI LNKIN.
OCKiJTbKM 3a3HaYeHe SIBUIIEC HE BiIKWIA€ iMOBIpHOCTI
MO3aillM3My B TKAaHWHAX SIEYHUKIB, TUTAaHHS BMMAarae
MOJAJIbIIOrO BUBYCHHSI.

YuM paHille po3noYnHaTh (PYHKIIOHYBATU XpO-
MOCOMU B OHTOT€HE3i, TUM paHillle BUSIBISIETbCS Jie-
TalbHUI e(eKT MPU aHEYILIOiIii.

IIpu mMoHocowmii, y Tomy uuciai CHIT, MOXyTb
Oe3nocepeaHbO BUSIBISTUCS PEeLIECUBHI ajielni, i, oue-
BUIHO, CaMe TOMY BKpail pilko TParuIsitoTbCsl aBTO-
COMHI MOHOCOMIii cepell CIOHTaHHO abOPTUBHUX
MJI0/iB; pa30oM 3 TUM MOHOCOMii 32 X-XpOMOCOMOIO
cTaHOBJIATh 15—20 % ycix onmucaHUX XPOMOCOMHUX
aHoMaJii.

Ha yactoTy BUHUKHEHHS aHEYIUIOITHMX Halllami-
KiB, 11032 CyMHiBOM, BIUIMBAIOTh TaKi YNHHUKU, IK BiK
0aTbKiB i cTapiHHS SUIEKIITUHM («3aTpUMaHe 3arlliji-
HEHHS»). Y TIOAUHU Ma€ Miclle PO3TITHYTH Y yaci pe-
MPOAYKTUBHUI Tepiof Ta 1ijla HMU3Ka Pi3HOMAaHITHUX
HEeraTMBHUX BIUIMBIB, SIKMX 3a3HA€ CHAOKPUHHA CHUCTE-
Ma XiHKM Y BUTJIsIIi TOpPMOHAIBLHUX TMTpernapariB, opajib-
HUX KOHTPaLENTUBIB, JIIKAPCHKUX 3aCO0IB i CTPECOBUX
YUHHMKIB.

IIle Ha moyaTKy 3ampoBAIKEHHS MOJEKYJISIPHO-
TeHeTUYHUX IOCIIIKEeHb OYJIO BUCYHYTO MPHUITYIICH-
He, mo ¢peHorun CIUT BUKIMKaHUI K MOHOCOMI€EIO
X-xpomocomu (45, X), TaK i MOXKJIMBUM €(PEKTOM 03U
TeHiB Ta Hecrnel(piuyHUM BIJIMBOM CaMOl aHEYIUIOimil
[3, 10].

Jo mommpenux kiaiHiyHux o3Hak CIHT nmpuHane-
KaTh: HU3bKMI 3picT, cTaTeBUii iH(paHTUIII3M (Tiloro-
HaJIW3M, HEJOPO3BUHEHICTh CTATEBUX OPraHiB), KOPOT-
Ka, CKJIamJyacTa Ius, IupoKa (IMToIoAioHa) rpyaHa
KJIiTKA, IIMPOKO PO3MIILEHI COCKU, HU3bKUI PIiCT BO-
JIOCCSI Ha TIOTWINIL, IMUMHUAMN ITEPUTiyM, aHTUMOHTO-
JIOIMHUI PO3pi3 ovelt, BUCOKE i By3bKe mimHeOiHHs [4].
HoBoHapomkeHNM 3 TAaKUM CUHAPOMOM JOCUTH 9acTO
BJIACTMBA BaXKJIMBa O3HaKa — HAOPSIK TUJIBHOI ITOBEPX-
Hi CTOM i KMCTel pyK. Y MaToJIOTiYHUIA TIpoliec 3anyyda-
IOThCS iHIII CUCTEMU: MAIOTh MicClle MPUPOMIXKEH] Baau
DPO3BUTKY, MOPYILIEHHSI €eHAOKPUHHOI CUCTeMU (€CTpo-
TeHisl, MiABUILEHUI piBeHb TinmogizapHUX FOHAJOTPO-
MiHiB, IMCQYHKIIiS IMTONOAIOHOI 3a71031, LYKPOBUIA
niabeT), ypoaxeHa repudepudHa giMmbenema, KicTo3Ha
rirpoma I1jo/a ToIlIO.

SIk 3a3HaveHo Butle, heHOoTUIIOBI TTpostBr CLIT mo-
cuth noyiMmopdHi. Tak, HU3bKUIA 3PiCT TPAILISIETHCS B
94,5 % xBopux Ha CIIT, 6e3miinas — B 95—99 %, aHo-
MaJtii ckesiera i KapaioBacKyasipHoi cucteMu — y 40 %,
aHoMaJiii HupokK — y 33—70 % [4]. HaitGinbLi momuypeHi
1 BaroMi MopyuieHHsI CTOCYIOThCS aHOMaJii eMOpiore-
He3y ToHa.

3a yacTKOBOI UM MOBHOI MOHOCOMIl X iHIM(pepeHT-
Hi rOHaAU, SIK i B HOPpMi, pO3BUBaIOTLCS B eMOpiOHaIbHI
SIEYHUKY 3 ooltuTamu | mopsiaky. Tak TpuBae BIPOIOBK
3 Mic. po3BUTKYy. Jlaji HacTae rporpecyroya aereHepa-
1Iis1 TepMiHAJbHUX KJIITUH i3 1X 3aMilLlEHHSIM CHOJIyY-
HOIO TKaHWHOIO [13].

V nopocnux maii€eHTOK TOHAaau MPencTaBieHi CIo-
JIYYHOTKAHUHHUMM TsKaMU, HeaudepeHIiioBaHUMUT
PYAMMEHTaMU, 30e0UIbIIOro 6€3 OBapiaJIbHUX €JIEMEH-
TiB. Takuii ctaH He € abcomoTHUM. HopmanbHi 3a Mop-
dosorielo sIEUHUKU TPaIUIoThes v 18 % mnaiieHToK
[12], mpoTe crioHTaHHI menarche PeeCTPYIOThCS TiTBKUA
y 2—5 % xBopux [14], ¢izioaoriyHa BariTHiCTh HACTA€E y
3,6—7,6 % oci6, xsopux Ha CLLT [8]. 3piaka Tparmis-
IOThCSl BUTTAIKM HOPMaJIbHOT (DYHKIIi1 IEUHUKIB B 0Ci0 3
MoOHocoMiero X [6].

CIOT 3yMOBIIOIOTH XPOMOCOMHI aHEYILIOoiMdii, 30-
KpeMa MOHOCOMisl X-XpOMOCOMU Ta X- i Y-XpOMOCOM,
i pi3HOMAaHITHI CTPYKTYpHi aHOMaJTil.

Oco0nuBYy yBary AOCHIIHUKIB TPUBEPTAE BUBUCH-
Hs TostiMopdizmMy X-XpoMocomu, TOMY 11O Ha JOBIO-
MY IUIedi 1i€l XpOMOCOMM 3HAXOASIThCS BEJIMKi OJIOKU
C-reTepoxpoMaTuHYy.

Ha X-xpomocowmi okaiizoBaHo 9 reHiB, 110 AeTep-
MiHYIOTh HOPMaJIbHUI PO3BUTOK i (PYHKIIIOHYBaHHS
SI€YHUKIB [16].

VY 1ceBnOaBTOCOMHOMY paillOHi KOPOTKOro Ijieda
X-XpOMOCOMM KapTOBaHO PETYJISTOPHUM TPaHCKPHII-
nitHuit pakrop: ren SHOX (short stature homeobox-
containing gene) SIK OCHOBHUI T€HETUYHUN JETEPMi-
HaHT pocty [10]. Moro excripecist BusiBiieHa B 6araTbox
TKaHWHAX. CKEJIETHUX M sI3aX, HUpKaX, ITIIITYHKO-
Bili 3aJ103i, ceplli, TKAHWHAX TOJIOBHOTO i KiCTKOBOTO
MO3Ky. ¥ TUIofiB ekcmpecisd reHa SHOX 3HaiineHa B
KiHI[iBKaX, 1110 PO3BUBAIOTLCS, Y TMEPIIOMY i Ipyromy
TJIOTKOBMX COMiTax, 1[0 € CBiIUEHHSAM MOro y4acTi y
¢dopmyBaHHi ckenera [15].
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JoBeaeHa HecTaOiMbHICTE X-XpOMOCOMHU  TpU
CHIT — 306inbplIeHHsT BUX0AY OOMiHHUX XPOMOCOMHUX
nepedymos (1,78 = 0,08, p < 0,05) MOpiBHIHO 3 TTO-
Ka3HUKOM COMITiB y KOHTPOJIbHIilA rpyIli foHopiB. [Tpu
LIbOMY 3pocTajla BiZHOCHA PaJiouyTJIUBICTb (I) LIOAO
Buxony ¢dparmeHTiB (1,12 + 0,15) Ta 3aranbHe 4uCIIO
abeparmiit (1,57 £ 0,10, p <0,05) [1].

HoBemeHa 3MaTHICTh TeTEPOXPOMATUHY IEJICTOBAHOI
JOUTTHKY X-XpOMOCOMU MOIU(DiKyBaTH CIiBBiAHOLLIEH-
HS JesgaknX Mopdodi3ioJoriyHnX 03HAK Yy MPOIeci OH-
TOreHe3y JIIOIUHU.

Y 70 % Bunankis CLIT enuna X-xpomMocoMa Mate-
PUHCBKOTO TTOXOIKEHHSI.

L. Sagietal. [7] 3a3HaualoTh, 1110 X-XxpoMocoma 0aTb-
KiBCBbKOT'O TMOXO/KEHHsI BU3HAYa€ (PEHOTUIOBI O3HA-
ku CIIT penro iHIIOro XxapakTepy, a came: OXKUPiHHS,
aHOMaJlii HUPOK Ta OYeil, MOPYIIEHHS JIiMiIHOro 00-
MiHy. ABTOpU MPUITYCKAIOTh iIMOBIPHICTh BIUJIUBY iMIT-
PUHTHUHTY TEHiB, pO3TalllOBAaHUX HA KOPOTKOMY TLIEUi
X-xpomocomu. Takoro x BucHoBKYy aitinuiu P.C. Myxa-
MenoB U criBapT. [5]. Bonu Bukopucranu I1JIP-anania
nojiMmopdHux MapkepiB X-xpomocomu: DMD49, AR
i DXS1283E. MOHO3UTOTHICTb 3a BciMa 3 MapKepamMu
BKa3y€ Ha HasSBHICTb TiJIbKM OJHi€l X-XpOMOCOMU B
nalieHTKY i BiMoBigae cnpaBxXHiii MoHocowMil (45, X).
T'eTepo3uroTHicTh Xoua 6 OJHOIO 3 MapKepiB CBIAYUTH
PO IMOBIPHICTBh APYroi X-XpoMocoMH abo ii YaCTUHU.
Takuii cTaH crocTepiraeThes sIK Mpu Kapioturi 46, XX
(3m0poBi), TaK i MpU MPUXOBAHUX MO3aITYHUX BapiaHTax
XPOMOCOMHUX aHoMaiit (45, X/46, XX; 45, X/46, XY).
ABTOpU 3a3HAYAIOTH, 11O BUSIBIIEHHS IPUXOBAHOTO MO-
3a1UM3MY BaXJIUMBE TSI OOTPYHTYBAHHS KOPEJISILii MixX
(GEHOTHUIIOM i KapiOoTUIIOM. AHalli3, KpiM TOTO, J03BO-
Jisie BUBHAYUTHU MOXOIKEHHS X-XPOMOCOMU — Yy KOTO
3 0aTbKiB Y TaMeTOreHe3i Bi0y10Cs MOPYIIEeHHS Meito-
3y. JloBeaeHO, 1110 MiABUILIEHHS COHSYHOI aKTUBHOCTI
BIUIMBA€E Ha TaMeTH I MpoLecHu X MEMOTUYHOTO MOi-
Jy, 1110 BiZOyBalOThes y 2—8 TUXKHIB 10 3a4atTd (Tpoliec
criepMaroreHesy) i 3a JeKiJbKa 1i0/TOMUH 0 3a4atTTs
(pouiec oBoreHesy) [2].

TIpuHarigHo ciin 3ayBa>kUTH, 1110 BHECOK MaTePUH-
CBKOTO HEPO3XOIXKEHHST XpOMOCOM cTaHOBUTH 20—30 %
CIIT 3a tumom 45, X. Otxe, meton I1JIP mo3Bosie
e(eKTUBHO JETeKTyBaTH MOHOCOMIIO, TIPUXOBaHMI
Mo3ailM3M i 0aTbKiBChKe MOXOMXKEHHS X-XPOMOCOMMU.

OTxe, MO3ailIM3M — pPe3yJIbTaT IMTOCT3UTOTHUX O~
pymieHb. [Ipu gochigkeHHi KyJabTyp AEKIJIBKOX TKa-
HUH, 0COOJIMBO TKAHMHU TOHAaJ, BUSIBUTU MO3AilIU3M
HEBaXKO.

XapakTepu3yroun (PeHOTUIIOBY BapiabesIbHiCThb MpU
CUIT, BapTO 3yNMUMHUTUCS 1€ HA OJHOMY 3 BapiaHTiB
pinkicHoro moenHaHHsI cuHapomy IllepereBcbKo-
ro — TepHepa 3 4oJIOBiYMMHU TepMa(pPOIUTHUMU Te-
Hitanismu. KiiHiyHO mpu Takiit (popMi mepeBaxaioTh
SIBUILIA HEJOPO3BUHEHHS $SIEUYOK, 30BHIllIHI TeHiTalil
opmy10ThCST 32 XKiHOUUM (PEHOTUTIOM, ajie 3 BipuJli-
3alli€l0 KJIiTOpa, YaCTKOBO YPOTEHITaIbHOIO CHUHYCA.
MaroTh Miclie XXKiHOYi BHYTPIIIIHI reHiTaii (MaTka, Tpy-
OH), BiICYTHICTb BTOPMHHUX CTaTeBUX O3HAK, 3aTPUMKa
3pOCTy, HeTaTUBHUI CTaTeBUI XpOMAaTWUH, MO3aidyHUIA

kapiotun (45, X/46, XY). 3a Takoro 1nepebiry 40J10Bi-
yoro repMapoIuTU3My HEMAa€ HisIKol Haail Ha MOX-
JIMBICTh afanTalil TakuX TMali€HTiB LOAO0 4Y0JIOBIYOI
crati. KoMruiekc K TepaneBTUYHUX, TaK i XipypridHUX
3aXOiB Ma€ OYTU CIIPSIMOBaHUIT HA MaKCUMAaJIbHE Ha-
OvKeHHS (PEHOTUIY XBOPUX JI0 XKiHOYOI CTaTi.

OTxe, MOXJIMBICTh (PEHOTHUIIOBOI peaizailii Xpo-
MOCOMHOrO ToniMopdizmy npu cuHapomi [llepe-
IIEBCHKOTO — TepHepa CBITUMThH PO aKTyaJIbHICTh Ta
JOLIIBHICTD JOCTIMKEHD Y IIbOMY HAIIPSIMKY UISI pO3Y-
MiHHS Miclg i1 posli TeHETUYHUX YNHHUKIB Y (popMy-
BaHHi BapiaOeTbHOCTI MAaTOJOT YHUX MPOLIECiB.
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CUHAPOM LLEPELLEBCKOIO — TEPHEPA:
®EHOTUMUNYECKAS BAPUABEABHOCTb
XPOMOCOMHOIO NOAUMOP®U3MA

Pe3iome. Cungpom IllepeieBckoro — TepHepa BIiepBbie
onucan H. IlepemeBckum B 1925 1., a mo3xe I'. TepHepom
B 1938 1. B 1959 ®opna ycraHOBUIT, YTO Y GOJLHBIX 9TUM CUH-
JIIPOMOM OTCYTCTBYeT OmHa X-xpomocoma. [lpuumHOit sIB-
JIIeTCsl TO, YTO B TMPOLIECCE OIUIOAOTBOPEHUSI OfHA M3 JIBYX
X-XpOMOCOM M3 MaTEePUHCKOW STMIICKICTKU WJIM POIUTEITh-
CKoi1 criepmbl Tepsietcst. [locenHue ucciaenoBaHusT yTBepxK-
JIAIOT, YTO Y ABYX TPETeit OOJIBHBIX ¢ CUHIAPOMOM TepHepa HeT
X-XxpoMocoMbl. BosieloT MouTH HUCKIIOYUTEIbHO KEHIIMHBI.
Wx kapuortun 45, X. Cpeay HOBOPOXICHHBIX AEBOYEK CUH-
npoMm lllepemeBckoro — TepHepa ciydaeTcsl ¢ 9acTOTOM
1 : 3000, a cpenu meBOYEK, CTPATAIOIINX OJUTO(GpEeHUEH, —
1: 1500. PemarommMu apryMeHTaMM B TIOCTAaHOBKE IMarHo3a
curnpoMa [llepemesckoro — TepHepa ciyKaT XapaKTepHbIe
KIMHUYEeCKe OCOOCHHOCTH, JaHHBbIE WMCCIeNOBaHUS TIOJIO-
BOTO XpoOMaTWHA M KapMOTHIIA; BO3MOXHA IOPOAOBAsl JMa-
THOCTHKA MaToJioruu y rioga. boabHbie ¢ cunapomom Ilepe-
meBcKoro — TepHepa TpeOyIoT TOpMOHATLHOM Tepanuu (rop-
MOHOM DPOCTa, TIOJIOBBIMA TOPMOHAMU), KOPPEKIIMU BPOXK-
JIEHHBIX TIOPOKOB Pa3BUTHS M 3CTETUICCKUX HEIOCTATKOB.

B cTatbe 00600111eHbI JaHHbIE 00 0COOEHHOCTSIX (PEHOTUITU -
yecKuX npostBiieHnii cuaapoma Lllepemnesckoro — TepHepa B
3aBUCUMOCTHU OT BapuaHTa XPOMOCOMHOI aHOMAJTNH.

KimoueBsie caoBa: cuHapom lllepemesckoro — TepHepa,
JIEBOYKHM, X-XpOMOCOMa.

Ryznychuk M.O., Pishak V.P.
Bukovinian State Medical University, Chernivtsi, Ukraine

TURNER SYNDROME: PHENOTYPIC VARIABILITY
OF CHROMOSOMAL POLYMORPHISM

Summary. Turner syndrome was firstly described by
N. Shereshevskyi in 1925, and then by H. Turner in 1938. In
1959, Ch. Ford found that in patients with this syndrome one
X chromosome is absent. The cause of this is that in the pro-
cess of fertilization, one of two X chromosomes of maternal
egg or paternal sperm is lost. Recent studies have suggested that
two-thirds of patients with Turner syndrome do not have one
X chromosome. Patients are almost exclusively women. Their
karyotype is 45, X. Among newborn girls, Turner syndrome
occurs with a frequency of 1 : 3,000, and among girls suffering
from mental retardation — 1 : 1,500. The decisive arguments in
the diagnosis of Turner syndrome are typical clinical features;
data of study of sex chromatin and karyotype; possible prena-
tal diagnosis of fetal pathology. Patients with Turner syndrome
require hormone therapy (by growth hormone, sex hormones),
correction of congenital malformations and aesthetic defects.

This article summarizes data of features of phenotypic mani-
festations of Turner syndrome, depending on the variant of
chromosomal abnormalities.

Key words: Turner syndrome, girls, X chromosome.
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