pareHiTafbHa IIaTONOTiA, @ B aHaMmue3i He Oyno 3asHaYeH: Ha nepeseceHi 3axBo-

prOBaHHSA MEYIHKH.

DyHKUIOHANBHUHA CTaH TEYiHKH B 0GCTEMEHUX HKIHOK OLIHIOBAJIN [IUIAXOM
HOCIKEHHA TOKA3HUKIB GLIKOBOrO, XHPOBOTO, BYIJIEBOHOIO, MirMEHTHOTO Ta
(depMEHTHOTO 0OMIHIB. :

TMpoBeneri AOCTiMKEHHS MOKasamy, mo y nauienTok -1 KJiHI9HOT IPYTH
BIPOTiZIHO 3HIKYETHCS B CHPOBATUi KPOBI KOHIEHTpallis 3aransHoro Oinka, aib-
GyMiHiB, 36inbUIyrOTECS BCi (pakuii rroOyniHiB i, Ak HACHIIOK LLOT0, 3HIKYETRCA
ansOyMino-rnobynigosuit koediuient. CriocTepira€ThCs piporisHe 30LIBMEHHA
sara/lbHUX ST, XonecTepuHy, P-nimomporeinis, TpHrIiNepHIiB. He Bpanocs
BMABUTHM CYTTEBMX BiIMiHHOCTell y BMICTi IyKpy B KpoBi, a piBHI 3araibHOro i
npamoro GinipyGiHy Manyu TEHAEHUIO IO SHIDKEHHA. Jaui (epMEHTHOTO oOMiHY
CBIAMWIM NPO BipOTijHe 30LIbIIECHHA BMICTY B KpoBi TpaHCaMiHa3 1 myxHOT pocda-
Ta3H. ‘

OtpuMaHi faHi JO3BONAIOTE 3pOOUTH BHCHOBOK TPO nporpecyBaHHs I0py-
weHb GYHKIIOHATBHOTO CTaHy IediHkd B Mipy 30UTBITEHHA TPHBAJIOCTI 3aXBOPIO-
panHs y xinok i3 CITKA.

}

OIBIT UCTIOJIL30BAHUSA MIP-TUATHOCTUKH
B KJIMHUYECKOMN NPAKTHKE.

H.IT. Munkos., JI.C. Byoak, B.II. Ilempawesut,
E.A. Hempawesuyu (Odecca)

Texnonorus JHK/PHK nuarHOCTHKH H, B €¢ ONTUMaJBHOM BOTUIOLIEHHUH

115 TIPAKTHKY - TIONMMepa3Has LeHas peaKiys - Hallla CETOAHS UIMPOKOe MpH-
MeHEHHE B KIIMHMUECKUX JTa0OpaTOPHBIX UCCIIENOBAHMSAX.

Ananu3 mHoronerseil pabotel no IMI[P-1uarHoCTHKE U LIHTOTEHETHIECKHM
aHanu3aM (KApHOTUIIMPOBAHUE), 4 TAKKE KIHHHYECKOH KApTHHbI 3aboseBanui 1
MOCTTepaneBTHYECKOro a¢dekTa, NMO3BOMAET 3AKIIOUHTD, 4TO [T P-auarHocTHKA
Npy MpaBAIBHOM BbIGOpE KIMHMYECKOTO MaTepuana IULS aHamu3a. MO3BONAET OX-
HO3HAYHO BepHOMIMPOBATL JMArHO3 Ha PAHHMX JTanax 3aboneanus u ompene-
UTh 0GOCHOBAHHYIO HANpPABJIEHHYIO TEpalMio. YCTaHOBJIEHME NMarHosa; sagac-
Ty10, ABNAETCH NPEATNOCHUIKOA JUIA NMPOBEJCHAA LMTOTHETHICCKOrO HCCIEI0Ba-
HUS. 4 BBLISB/IEHYE NEPCHCTHPYIOMErO WM CIOHTAHHOTO areHTa MO3BOJIAET OTHE-
CTH MAaLMeHTa K OonpeielieHHo# rpynne pucka. IIpH aHamu3e CynpyXeckux map ¢
OTArOLLEHHBIM ceMeiHsM anaMHe3oM Ha ¢dore [IIIP-miarnocTypoBantoro Tokco-
[123M03a. DATOT€HETUYECKOE HCCNENI0BaHNE OOHAPYXMBAIO AHOMANMU KapUOTH-
na: 40,5% aHeynuoMaHbX kietok, Ha ¢one LIMB undekunn - no 12,0% aueyn-
nounos u 6,0 % dparmentos. [Ipn anammse uudekunit TORH-komniekca 8 14,5%
cyyaes onHa w3 uHpekimit coseTanach ¢ Xnamuanosom. 9,0% - LIMB - repnec. B
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90% cay4aeB DTHOTPOMHAA TEpanMs Aapaia MOJIOKHTENbHBIA KINHWYECKHA 3¢-
ek yxe mocne oHHOTO Kypca JedeHus. B ocTalbHBIX CIydasX OTCYTCTBHE Tepa-
MeBTHYECKOH JHHAMUKE TpeGoBano paciiHpeHUs aHAIM3a U PUBOIUIO K 0OHapy-

.. JKEeHHIO COOYTCTBYIOLIHX HHti]eKIIHOHH'le alreHTOB, YTO BBI3BIBANIO KOPPEKTHBEI

teparmay. [IpumepHo B 60% criydaes yxe 1ocjie NepBOro Kypca fAe4eHuA MnoBTop-
HbIH aHaMW3 He obHapyxuBan 8 ucciaexyeMoM OHOIOrHYECKOM MaTepHaie ITHOO-
FMYECKOr0 MCTOYHMKA 3abo/ieBaHMA B OCTAIBHBIX Cly4asx Tpebopanach AOTMOIHM-
TenbHAS Teparms.

O HEKOTOPBIX XPOMOCOMHBIX AHOMAJIMAX B CEMBAX C
OTAIOILEHHBIM AHAMHE30OM

H.IT. Munxos, B.II. [Tempawesuy, 3.H. X ueai,
O.b. Honoduenko, H.B. Mameeeea (Odecca)

B VkpauHe exerofHo poxaercs okono 12 Teic. aereii ¢ pasmuansiMvy BHP
1 MBIIP. uTo sBngercd 0JHOH M3 NPHIUH CMEPTHOCTH B PaHHEM MOCTHATallLHOM
fIEpHONE M WHBATMIW3ALMH 10 16 seT.

1. [pobaun A — 8-MecsuHbIH pe6eHOK MYXCKOro 10Ja, POXKAEHHBIH B CPOK C
HOPMATbHBIMH (DM3AKATEHEIMY MapameTpaMu. IIpu ocMOTpe GbUIA BBISBIICHBI JH-
C3MOpHMOTEHETHUYECKHE CTHIMbL: Aonuxouedanud, MUKpodTanbMusi, rOTHYECKOS
Hebo u ap.

AHaTH3 KapHOTlﬂla Ha Merapazax numdoumToB nepudepHIeckOd KPOBH Bbi-
ABWJ Hanu4yue Koiblesoi 18 xpomocoMmel - 46, XY, r ( 18).

2. IMpobaun B — Mecaqusri peGeHOK xeHCKoro nona ¢ maccor 2120 r, bepe-
MEHHOCTB MpoTexkaia Ha ¢oHe xpormdeckoro konbmura ¥ OP3. Ilpu ocMoTpe BbI-
ABJIEHE]: PACLIEIHHA TBEPAOro ¥ MATKOro Heba, BpOXAeHHbIA NBYXCTOPOHHHH Bbl-
BMX Ta300€IpeHHBIX CYCTaBOB, KOCONANOCTh 2-# CT. mpaBolt cToms 1 Ap. [Ipy ka-
PHOTHUIHPOBAHMH YCTAHOBJICHa TPUCOMMA MO 22 XpOMOCOMe, NeIeTHPOBAHHOHA 1o
TEPMHHAIBHOMY y9acTKy JuHHOro wieva — 47, XX, + del (22) (q ter).

3. IIpo6ann B - nesouxa 13 ner. Pogunace ot .4-i 6epeMerHocTH. IlepBoie aBe
OKOHYMJIUCh CaMONPOM3BOJILHEIMH ab0opTaMu, a TpeThs — HOpMasbHBIA pebeHOK

t PxeHckoro nona. 1o KIMHHYECKOMY AMAarHo3y — 3alepikka TeMIOB (PU3HIECKOro U
¥ 3

MOJIOBOIO pa3BHTHA.

TMpu KapHOTHNHAPOBaHMH: COANTaHCHPOBAaHHAS TPAHCIIOKALHA 4acTH JUIHHHO-
ro naeya X XpomMocoMbl Ha KopoTkue ruieuu 15-if xpomocomel: 46 X, der (15) t
(X:15) (q 22; q 10). [TonoGHbie UATOreHeTHYECKHE HAOMIOACHMA ¥ CBOEBPEMEHHOE
MeIMKO-TeHeTHYeCKOe KOHCYJIbTHPOBAHHME MO3BONAT NpEenynpexaaTk pacipocTpa-
HEHME TaKHX COLMATBLHO 3HaYMMBIX 3ab0neBaHui.
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